AHKOM
e MG OmLIY
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UcxoaHble oaHHblIe

HoMep buoobpasuya
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UcTouHnK BuomaTepuana

Specimen source

HaTa cbopa MaTepuana

Sample collection date

HaTa nonyyeHus
buoobpasua

Sample reception date

MeTon uccnepoBaHuUd

Test performed/method

[laTa cocTtaBneHnsa oT4yeTa

Report date

6437-2948

CnwoHa

Saliva

15.11.2015

17.11.2015

AHK-Mukpounn

Micro-array genotyping

17.12.2015



YBa)>kaeMbliun
AnekcaHpgp lNywkuH

OTyeT 0 pe3ynbTaTax reHeTUYeCKOoro TecTa, KOTOPbIN Bbl gepxuTe
cenyac B pykax — BaXKHbIW War Ha NyTu K 300poBoMy byayuiemy. B
OCHOBY NMPOMEHHOr0 BaMu TeCTa IEMN pe3ynbTaThl ThICAY HaYUYHbIX
MccnenoBaHuii U Hanbonee BbICOKOTEXHOMOTMYHbBIE METObI
pacwuposkn HK. B npenoMmneHnun yepes nHanBUAYyanbHblie
0CODEHHOCTM BalWNX FreHETUYECKMX AaHHbIX HAKOMIEHHbIe
0ecaTMNeTMaMM HayyHble 3HaHM S M03BOJIAT BaM Ha NMpakTnke
peanun3oBaTb MHAMBMAYaNbHbIN NoaxoA Kk 3aboTe 0 cobcTBEHHOM
340poOBbeE.

[[eHeTnYeckme flaHHble He BCerfa onpeaensoT OKOHYaTebHbIN
AV arHo3s, Ho MOMOratloT COBMECTHO C BallMM NlevallnM Bpayom
COCTaBMTb NPOrpaMMy paHHen NpodrUNakTMKM 1 C MOMOLLbIO
KOoppekLmm 0bpasa XN3HW NCKIOYNTb MU YMEHbLINTb
HebnaronpuaTHble NOCNEACTBMA 419 Ballero 340p0BbS.



Conep>aHue oT4yeTa

JTinkbes
KpaTkuit otyet

3n0poBbe
PacnpocTpaHeHHble 3aboneBaHus
HacnepnctBeHHble 3aboneBaHns

P eakumna Ha nekapcTBa

[TuTaHme

P exoMeHp0BaHHaa gmeTa
MeTabonmsm
[ pYBbIYKI 1 peakLmm

BuramMuHel u MUHEpPabl

Cnopt
AddekTbl 0T dU3nUeckmx Harpy3ok
[1podeccroHantHbIn cnopT

P ucku 1 Hex enatenbHble Harpy3ku

JInyHble kayecTBa
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JiInkbes

g? Yenosek
12 cucteM opraHoB M TKaHeu

Yenoseyeckoe Teno coctout 13 12 cucTeM 0praHoB 1 TKaHEN, KOTopble BMecTe obecneyvBatoT
HopManbHoe GYHKLMOHMPOBaHWe BCErO OpraHmn3Ma.

OpraH

20 BHYTpPeHHUX OpraHoB

Y yenoseka HacyuTbiBaeTcst 0kono 20 BHYTpeHHUX opraHoB. Kax A bil U3 opraHoB BbINOHSAET
Onpea eneHHylo YHUKansHyto GyHkumo. OpraHsl MOTYT UMETb MONOCTb, KaK Xeny[ oK, Uav perynspHo
cokpallaTbCs, Kak cepaue.

TKaHb
6onee 100 TUNoB TKaHew

Ecnv npucMoTpeTbesa bavke, To opraHbl COCTOAT U3 TkaHe. Bcero y yenoseka obHapyxvBaeTcs bonee
100 vx Bupos. OnpegeneHHoe coveTaHWe 3TUX TKaHel [,aeT BO3MOXHOCTb OpraHaM Hallero Tena
BbIMOJIHATE HEOb X0 4 uMble BYHKLMN.

@ KneTtka
okosio 100 TpnH KneToK

JTtobas TkaHb YenoBeYeCcKoro Tena cocTouT U3 knetok. KNeTku MOryT CUABHO OTAMYaTbCS A pyr OT Apyra.
Hanpumep, HepBHble KNeTky cnocobHbl nepeaaBath 31eKTUHECKUIA UMMYNbC, @ KNETKMU KOX W UMEKT
BBICOKYIO YCTOMUYMBOCTb K BHELLHWM BO3[ eicTBMAM. Bcé pa3Hoobpasme B cTpoeHnn 1 GyHKLMSX KNeTok
onpepensdetca monekynamn HK. Bcero B Tene 3g0poBoro yenoseka HacyuteiBaeTcs okono 100
TPWIIMOHOB KJETOK.
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Anpo

obbeM appa coctasnaeT 10% obuwero obbeMa KneTku

[MouTny KaxX oW KNETKM eCTb "LLeHTP ynpaBneHus” - aapo. B aape Haxonatca Te caMble Monekynsl O HK,
KoTopble 0TBeYaloT 3a BCE NPOMUCXOAsLLEe B HALLEM Tefe.

XpoMocoMa
46 XpOMOCOM MOYT M B KaXK 0M KneTKe

Monekynsl [JHK ynakoBaHbl B 94pe KneTkM B BUA e Tak Ha3biBaeMbIx XpoMOCOM. B HopMe y yenoBeka B
Kax /[ 0M af1pe CofepxuTca 23 napsl XxpoMocoM, BKtoYas oHy napy (X u Y], onpegenawouiux non
yenoseka. KombuHauwma XX onpenenseT X eHCkui nos, a XY - My> CKOW.

g o
HuUTb [ HK cocTtaBnsaeTt bonee 2M B g IMHY

O HK - bonblwasa Monekyna, obecneunBatoLLLas XxpaHeHvie 1 nepefady 13 NoKosaeHUs B NOKoeHne

Hacnen cTBeHHO M nHdo pMaumn. Bea nHdopmauma, cogepxatwaaca 8 HK, "3anvcana” yeTbipbM4
XMUMUYECKUMU coef MHeHnAMI, obo3HavaembiMmn bykBamum A, T, ' v L. IHK venoseka cogepxut B cebe 3
Munanapaa bykB. 3To Kak Teicaya KHUM pa3MepoM ¢ “BolHy n mup™.

eH
6onee 20 ThicAY reHoB

["eH - 370 yyacTok Monekynsl [JHK, KoTopbIi cofepXuUT MHCTPYKLMM ANs GYHKLMOHMPOBaHWUS KIETOK 1
BCcero opraHusma. Bcero y yenoseka nsBecTHo bonee 20 ThicaY reHoB.

MonnMoppunsm
n3BecTtHo 6onee 30 MnH

HecMoTps Ha TO YTO O HW 1 Te X e reHbl eCThb Y KaXA0ro YeoBeka, OHN Y BCEX HEMHOTO OT/IMYaloTCS.
Hanuune HeckonbKnx BapraHTOB O HOMO M TOrO Xe reHa HasbiBaeTcs noamMMopdusMom. beiBaeT Tak, uto
B O4HOM M TOM e MecTe reHa y o Horo Yenoseka ctout byksa T, a y gpyroro yenoseka byksa L. 310
NoXo> e Ha 3aMeHy DyKBbI B C/IOBE, HanNpuMmep, cfloBa “MaMa” 1 “pama” 0TAMYalTCs Mo CMbICAY, XOTS
npov3oLa 3aMeHa BCero 0 HoM DykBbl. Takux pasnnuuii Mex ay nigbMu - NoIMMopdU3MoB - Ha

Cerof HAWHMIA [ eHb n3BecTHo bonee 30 MunamoHoB. Cpean 3TOro OrPOMHOTO YKCNA eCTb HECKOJIBKO
ThICAY CaMbIX U3YYeHHbIX MOAMMOpPU3MOB. IMeHHO vx Mbl MccnepoBanu B Bawen JHK.
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YTo Takoe pUCKU pacnpocTpaHeHHbIX
3aboneBaHnn?

Korpa peyb uget o pacnpocTpaHeHHbIx 3aboneBaHusx, rOBOPAT O pUCKe pa3BUTUS TOM UAN MHOM H0oe3HN.
K npumepy, ecnv B3ATb Bcex xkutenen nnaHeTsl 3emns, 170 y 40% 13 HYX B TedeHMe XX U3HM pa30BbeTCS
apTepuansHas runepTeHsmns. Ha oCHoBaHWM 3TUX [LaHHbIX NPUMEPHO TOXE CamMoe MOXHO CKa3aTb 0
KOHKPETHOM YefloBeke — ero MHAWBWUA YabHbI pUCK pa3BuUTUA 3Toro 3abonesaHus byaet paBeH 40%.
OfHako, Tak Kak BCe JII0A W OTanyaloTCs Apyr oT Apyra ctpoerneM A HK, To 1 MHAMBMAYanbHbIN prck
KaX[,0ro YefnoBeka HEMHOTO OTAMYaeTCs 0T CpefHero no NonynaumMm —y ooHoro oH bonsle, ay
L,pYyroro MeHblUe. ['eHeTn4ecKre BapyaHTbl, KOTOpbIe BHOCHAT CBOW BKIaL B pUCK Pa3BUTUS Kakoro-To
3abos1eBaHMA Tak W Ha3bIBaloTCH — reHeTyeckme akTopsl pucka. KpoMe reHeTnyeckmx GakTopoB pucka y
pacnpocTpaHeHHbIx 3ab0neBaHUi ecThb ellle U BHewHWe dakTopsl. K HUM 0THOCATCH 06pa3 X u3HM U
3KO0TUs, KOTOPble BHOCHT OLLYTVMbIN BKNAL B pUCK Pa3BUTKS pacnpocTpaHeHHbIx 3abonesaHui. 1o
3TOV NpUYMHe Takve 3abosieBaHNsA TakK € Ha3blBaloT MHOO(aKTOPHLIMU.

MoyeMy Ba)XHO 3HaTb 0 pUCKax?

[ToBbILLEHHbIE pYCKM Pa3BUTKS 3aboneBaHns He 03HAYaloT Vx 06A3aTeNbHOro BO3HUKHOBEHWS, TakxKe Kak
MO HK EHHbIE PVUCKUW He 03HAaYaloT, YTo 3abosieBaHne HYKOrAa He npoasuTcs. VIHdopMmaums o puckax
bonesHeit, Npy NpPaBUALHOM y4eTe [,0MONHUTENbHbIX GakTopoB 00pa3a X U3HM MOXKET MOCAYXUTb 419 BacC
v Ballero fevalliero Bpaya BaXKHbIM OPUEHTUPOM B LLendx NpoGunakTVKu v paHHEeN A varHo CTUKM
3abonesaHui. [1pn 3TOM, HaNpUMep, 3HaHWe O pYCKe Pa3BUTKS OHKOJIOTMYecKoro 3abonesaHns — 370

MO LLLHbI MIHCTPYMEHT M UCTOYHVK MOTMBaLMM ANst BbIbOpa NpaBubHbIX [,eNCTBWiA B 06pase nuTaHus,
GV3NYECKO aKTUBHOCTH, Mepax Mef UL MHCKO M NpoMNakTUKK, KOTOpble MPUBEAYT K CyLLLeCTBEHHOMY ero
CHIK EHMIO.
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YT0 TaKkoe HOCUTeNnbCTBO HacneaCcTBeHHbIX
3aboneBaHnn?

N3BecTHO, yto vy 5-6 13 100 HOBOPOXK L eHHbIX [ eTEN BbIABASIOTCS Hacef CTBEHHbIe 3aboneBaHus u
pa3/inyHble NOPOKM PA3BUTUSA, KOTOPbIE MOTYT CYLLLECTBEHHO MOBAUATL Ha 3[,0P0BbE M KAYECTBO X U3HM
pebenka. ['pynna 3Tux 3ab0neBaHN pa3HOPOLHA — 3TO U XPOMOCOMHbIE aHOManun, B TOM YUCAe CUHA POM
[layHa v npyrve, v Tak Ha3blBaeMble MOHOTEeHHble 3ab01eBaHNsa — BbI3bIBAOLLMECS MYyTaLMER B 0 HOM
KOHKPETHOM reHe.

Takve 3aboneBaHus Mo pa3fensoTcsd Mo TUNY HacleL0BaHVS Ha [ OMUHaHTHble U pelieccmBHble. B cnyyae
L OMVHaHTHbIX 3ab0f1eBaHMi 04 HO M KOMWK MyTMPOBAaBLUEro reHa 4,0CTaTouYHO 419 NpoSBAEHNs
3aboneBaHua. [1py peLieccrBHbIX MyTaLmsax bpakoBaHHas KOMKUA reHa He NPosIBASETCH, TAKoW Yenosek
ABASETCA HOCUTENEM MyTaLMM U Takke MOXET NnepefaTh ee L eTaM, HO 3a4acTylo He 0CBEL,0MJIEH O
CBOEM HocuTenbcTBe. Ecnuv cynpyru aBAAOTCA HOCUTENEM OO HOM M TOM X e MyTauum — pUCK POXK I EHNUS Y
HWX BonbHOrO pebeHka (C 4ByMs KOMUAMM 0, aHHO I MyTaumumn) 3HaYMTeNbHO BO3pacTaer.

HacnepncteeHHble (MoHoreHHble) 3aboneBaHns 0bycnoBeHbl MyTaLMaMy UM OTCYTCTBMEM OTA e/IbHOTO
reHa. Ytobbl benkn 1 depmeHTsl NpaBuILHO paboTanm B KNeTkax Hallero Tena, Heobxoa WMo Mo 4 Be
KOMWW reHa, KoTopsii WndpyeT 3T Monekynbl. O4eHb YacTo HbiBaeT L0OCTATOYHO Laxe 04 HOM KO MNuu
reHa A9 HopManbHoi paboThl. [1py 3TOM BTOpasd Konusa reHa MoXeT BbiTb noBpex aeHa. Torpa
paboTatowada konus bepeT Ha cebda Bce dyHKUMW. JTtoa W, KOTOpble MEeKT TONbKO oA HY paboTatoLlyio
KOMuWio Kakoro-nubo reHa, ABASOTCS 34,0PO0BLIMU HOCUTESAMY OMNPEeS efleHHO0 Hace CTBEHHO Mo
3abonesanus. [1na pa3Butua Hacnen cTBeHHoro 3aboneBaHus HeobxonmuMmo, uytobbl y Yenoseka Hbi1o
Cpasy [Be MOBPeX [ eHHble KOMWKM OTpef efleHHOro reHa. 3T0 BO3MOXHO TOJIbKO B Clyyae, Korga oba
poauTens byayT SBASIOTCA 34,0 P0OBbLIMU HOCUTENAMM O HOTO W TOTO X e Hacnen CcTBeHHOTro 3aboneBaHus,
TO eCTb OyAYyT UMETH MO 0 HO M NOBPEX A EHHO N KOMUM reHa.

Kak HeponycTuTb pa3Butue
HacnepcTBeHHoro 3abonesaHus y Bawlero
pebeHka?

B cnyuae, Korga n3BeCTeH CTaTyC HOCKTENbCTBA 060X poLWTenei, UM LOCTyNeH LWMPOKWA CNekTp
AMarHO CTUYEeCKMX MepoMpUATUI, KOTOPble MO3BOAIOT CHU3UTHL PUCK POXK [ eHns pebeHka ¢

Hacnen cTBeHHbIM 3aboneBaHueM. PeweHne 06 MCNONb30BaHWM TOTO AW MHOTO MOAX0Aa K CHUX EHUO
prcka NoMoXeT BblbpaTb Bpay-reHeTuk. B HacTosuee BpeMs pa3paboTaHsl U WMPOKO BHeS PSOTCS B
KIMHMYeCKyto MPakTUKy METO/ bl Maso MHBa3WBHO M [LMarHO CTUKW Haced CTBeHHbIX 3aboneBaHuii Kak Ha
paHHMX cpokax bepeMeHHOCTK, Tak 1 Ha 3Tane naaHMpoBaHUsA CEMbM.






KpaTkuit oTuer

OI'IOpHO-,EI,BVI rateéJibHad CUCTeMa

OI'IOpHO—,EI,Bl/I raTefibHag CUCTEMA - 3TO CIOXKH bV MEXaHN3M, COCTO‘FILLI,I/IIZ n3
CyCTaBOB, NpMBOOANMBIX B ABNXEHNE MbllLLLaMW Hepe3 CyXOXNITNA.

Bawuun PEe3YyJibTaT bl:

[1o pesynbTaTam reHetTmyeckoro Tecta y Bac obHapyXeHbl MOBbIL €HHbIE PUCKHA
cnefylULMX pacnpocTpaHeHHbIx 3aboneBaHuniA:

Puck pa3sutus koctHou bonesHu Nepxxeta cTp. 29

Puck pa3Butuma octeonopo3sa ctp. 33

Y Bac He BbIABAEHO HaCneagCrTBeHHbIX 3aboneBaHum OMOpHO-LOBU raTeNbHOM
CNCTEMBbI.

Ha PUCK pa3BnTnNA 3aboneBaHnm OnopHO-ABWU raTe/NlbHOW CUCTEMbI BAUSAIOT
BblABJIEHHbIE Y Bac reHeTnyeckme ocobeHHoOCTH YyCBOEHWA NMNTATE/IbHbIX Bel eCTB:

EcTb npenpacnonoXeHHOoCTb K CHMKeHUK0 KOHUEeHT pauun BUTaMUHaA DB KpoBM.

[TepeyncneHHble GakTOpbl BHOCAT BKJ1AZ, B PUCK TONbKO MPY UX peann3aunm,
Mo3TOMYy BaM Heobxo4MMO CnefoBaTh yKasaHHbIM peKOMeHAaLnaMm.
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KpaTkuit oTuer

PenpoaykTnBHasa cucrtema

Kak n3BeCcTHO, XXeHCKMeEe 1N MY>XCKMe MOM0BbLIe OpraHbl OTAMYAOTCA APYr OT Apyra, HO
nx obbeanHaeT obuiaa uens - BOCNpoM3BeaeHe YenoBeka. 3T0O MPONCXOANT NyTEM
BHYTPEHHEr0 ONIOA0TBOPEHM S, BbIHALW MBAHWA U POXAEHMNS 340p0OBOro pebeHka.
[To3TOMY 04eHb BaXKHO CNeAnTb 3@ COCTOSHMEM OPraHoB U Xese3 penpoayKTUBHOM
CUCTEMBI.

Baww pesynbrathl:

[To pe3ynbTaTaM reHeTnyeckoro Tecta y Bac obHapyeHbl NOBbILW EHHbIE PUCKY
cnefyloLULMX pacnpocTpaHeHHbIX 3aboneBaHnii:

Puck pa3sutua mMyxxckoro 6ecnnogus crp. 31

Y Bac He BbIABNEHO HaCNeLCTBEHHbIX 3aboneBaHn i penpoLyKTVBHOW CUCTEMBI.

1
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HepBHasa cucrema

HepBHas cucTeMa oTBeYaeT 3a COracoBaHHY0 AeATENbHOCTb BCEX BHYTPEHH M X
OpraHoB u cuctem, obecrneymnBaeT CBSA3b OpPraHmM3Ma C okpyxatoll el cpefon,
bnaronapsa yemy Mbl pearvpyeM Ha pasgpaxmnTenu, 4yBCTByeM Tenno nnaun boneb,
MCMbITbIBaeM 3MoL MM U MHOroe apyroe. Jlioboe 3aboneBaHne HEPBHOW CUCTEMBI
HeraTMBHO CKa3blBAaeTCS Ha 3[,0POBbE Yesl0BeKa B LIENOM.

Bawmw pesynbrathl:

[To pe3ynbTaTaM reHeTnyeckoro Tecta y Bac obHapyeHbl NOBbILW EHHbIE PUCKY
cnefylLLMX pacnpocTpaHeHHbIX 3aboneBaHnii:

Puck pa3Butua cuHp poMa 6ecnokomHbIX Hor cTp. 34

Y Bac He BbIABNEHO HACNeLCTBEHHbIX 3ab0/1IeBaHN 1 HEPBHOW CUCTEMBI .

Ha pvck pa3BuTng 3aboneBaHnin HEPBHOW CUCTEMbI BAUSIOT BbiABNEeHHble y Bac
reHeTnyeckmne ocobeHHOCTN YCBOEHM S MMUTATENbHbIX BELLLEeCTB:

Y Bac eCTb TeHA eHUUA K CHUKEHUIO KOHUEeHT pauun BUT aMUHa Bé6.

Hepel-IVICJ'IeHHbIe CI)aKTOpr BHOCAT BKJ1a[ B pUCK TOJIbKO NMpW X pealn3audni,
MnosToMYy BaM H€O6XO,£I,I/IMO cnefoBaTb YKa3aHHbIM peKoMeHJaunadaMm.
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3peHune u cnyx

K opraHy 3peHns oTHOCKTCH He TONbKO rna3Hoe 5610K0, HO 1 cne3Has Xkenesa,

MbILL Libl, OTBEYalOW M e 33 ABUXKEHME rNa3a 1 3puTeNbHbIn HepB. K opraHy cnyxa
OTHOCMTCH BHeLHee yxo - Yl Hada pakoBnHa 1 bapabaHHas nepenoHka, cpegHee yxo
CO C/IYXOBBIMW KOCTOYKAMU 1 BHYTPEHHee yX0, NepefatoLlee 3ByK B FOJI0OBHOW MO3T.

Bawuun PEe3YyJibTaTbl:

[1o pe3ynbTaTaM reHeTnyeckoro Tecta y Bac obHapy>XeHbl NOBbILW EHHbIE Py CKY
cnefylULMX pacnpocTpaHeHHbIx 3aboneBaHmniA:

Puck pa3BuTuns Bo3pacTHOM MaKyNSspHOW A ereHepauuum ctp. 35

Y Bac He BbIABAEHO HacnegCTBeHHbIX 3aboneBaHn OpraHoOB 3peHNA 1 CilyXa.

Kak moHM3UTb PUCKW:

Punck pa3snTna 3aboneBaHnii opraHoB 3peHU A U CNyxa B 3HAYUTENbHOM CTEMEHN
3aBMCNT OT 0bpa3a XM3HW 1 okpyxatollern cpelbl. [1nsa ceoeBpeMeHHOM
NPOPUNAKTUKN U CHUXKEHUA prcKa 3aboneBaHM M OPraHoB 3peHN S 1 Cllyxa Bam
HeobxoanMo 0bpaTUTh BHUMaHWE Ha CeAyoLLe peKoMeHaaunm:

He kypute
KypeHune noBbilaeT puck pa3BuTUS Cpa3dy HeCKoNbK1x 3aboneBaHuim.

Cnepute 3a BallMM BeCOM

OnTMManbHbIM BECOM SIBAISTETCS TakoW, NpY KOTOPOM MHAEKC MacChl Tena
HaxoomnTca B npegenax ot 18,5 go 20.

EwbTe npopykTbl, 6oraTtbie oMera-3

OMera-3 nosMHeHaChIWeHHbIe XMPHbIe KNCNOTbl ABAATCA NpefLllecTBEHHUKaMM
NPOTMBOBOCMANUTENbHbBIX MOJIEKYSl B OPraHM3Me, MO3TOMY MOCOAHH0e
ynotpebneHune oMera-3 cHMXaeT puck pa3BUTUSA HekoTopblx 3aboneBaHnit, B TOM
Yymcne ayToMMMYHHbIX.
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Ko)ka

Koxa aBnaetca cambiM bonblW MM MO NAoWLaAN OPraHoM, MoKpbIBas BCe Teso
yenoseka. OHa 3auiMLaeT OT WMPOKOro CnekTpa BO3A4EeNCTBUI, y4acTByeT B
AbIXaHW W, TepMoperynaumm, obMeHHbIX U MHOMMX Apyrnx npoueccax. Ee Takxe
Ha3blBaloOT 3epKasioM 3[,0POBbY, Tak Kak MHOTMe BHYTpPeHHM e 3aboieBaHm g YacTo
oTpaxatoTcd Ha Helt. Cama koxa Toxe MoxeT bbITb noaBep>XeHa bone3HAM U
Hy>XOaeTca B bepexXHOM OTHOW eHN N,

Bawuun PEe3YyJibTaTbl:

[1o pe3ynbTaTaM reHeTnyeckoro Tecta y Bac obHapyxXeHbl NOBbILW EHHbIE Py CKY
cnefylULMX pacnpocTpaHeHHbIx 3aboneBaHmniA:

Puck pa3sutug atonnyeckoro gepMaTtura crp. 37

Y Bac He BbIABMEHO HaCneaCTBEeHHbIX 3aboneBaHN M KOXN.

Ha puck pa3sBuTma 3aboneBaHnin Koxu BAMSIOT BoigBNeHHble y Bac reHeTnueckune
0CODEHHOCTM YCBOEHM A MUTATENbHbIX BELLLECTB:

Y Bac eCTb Npep pacnosiodXeHHOCT b K CHU)KEHUIO KOHL,EHT paL UM BUTaMnHa A B
KpOBMW.

[TepeuncneHHble GakTOpbl BHOCAT BKJ1AZ, B pUCK TONbKO MpW UX peann3aunm,
Mo3TOMYy BaM HeobXo4MMO CnefoBaTh yKasaHHbIM peKOMeHLaLnaMm.
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CeppedHo-cocyaucTasa u
KpoBeTBOpPHadA cUCTeMa

K opraHam cepe4H0-COCYAMCTOM CMCTEMBI OTHOCUTCH CEPLLLE U BCE COCYLbI,
NUTatoLLMe KPOBbIO BHYTPeHHM e opraHbl. OCHOBHbIE 3/1eMeHTbl KpoBM 0bpa3yoTca u
nosly4atoT BCe CBOM PYHKLLMM B CNelnanbHbIX KPOBETBOPHbLIX OpraHax: KOCTHOM
MO3re, cefleseHke, TMMyce U TMM@aTnHecKn X y3nax.

Bawuun PEe3YyJibTaTbl:

PesynbTaThl reHeTMYeCKOro TecTa NokKasanu, Y4Toy BaC TMNMYHbIE PUCKN Pa3BUTUS
3aboneBaHN M cepaeyHo-CoCyaANCTOM N KPOBETBOPHOW CUCTEMBbI.

Y Bac He BbIABJIEHO HACNeACTBEHHbIX 3ab0fieBaHN I CepLeYHO0-COCYLNCTON U
KPOBETBOPHOW CUCTEMBI.

Ha puick pa3Bntns 3abonesaHunin cepaedHo-cocyancTol n KpOBETBOPHOW CUCTEMBI
BANSAIOT BbiABNEHHbIE y Bac reHeTnuyeckne ocobeHHOCTU YCBOEHM A NUTATENbHbIX
BeLL,eCTB:

EcTb npenpacnonoXeHHoCTb K NoBbIlLEHUKO KOHUEHT pauun roMOLUCT eUHA.

Y Bac ecTb Npef pacnoylioX)XeHHOCTb K CHUXKEHUIO YPOBHS BUTaMuHa B9 —
bonneBomn KNCNOTbl.

Y Bac ecTb Npef pacnosioX)XeHHOCTb K CHUKEHUIO KOHLLeHT pauun BuTaMmHa B12.

I_IepeqmcneHHble CI)aKTOpr BHOCAT BKJ1ad B PUCK TOJIbKO Mpn UX peasin3aunn,
NnosToOMYy BaM HeO6XO,£I,l/IMO cnefoBaTb YKa3aHHbIM peKOMeHOaU M AM.

Takxe cBoW BkNag B pucky 3aboneBaHnin cepaeYyHo-COCYAMCTOM N KPOBETBOPHOM
CUCTEMbI BHOCAT MPU3HAaKW, CBSA3aHHble C GU3MYECKON Harpy3Kon:

Bbl npep pacnono)eHbl K 3aMef IeHHOW HOpManusaLu My apTepuanbHOro g aBieHus
nocne puU3nNYecKomn Harpysku.
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KpaTkuit oTuer

OXupeHue n obMeH BewLecTB

B naHHoi rpynne cobpaHbl 3aboneBaHng, CBA3aHHbIE C YaCTbIMUM HapyLW eHNAM U
obMeHa BellecTB, Hanbonee pacnpocTpaHeHHbIM M3 KOTOPbIX SBASETCH OXKMpeHue.

Bawuun PEe3YyJibTaT bl:

Pe3ynbTaThl reHeTMYecKkoro Tecta nokKasanum, 4Toy BaCc TUNUYHbIE PUCKW Pa3BUTUA
3aboneBaHn obMeHa BelLecTs.

Y Bac He BbIABNEHO HacneaCcTBEeHHbIX 3aboneBaHnm obMeHa BeLLL ecTB.

Ha PUCK pa3BnTnA 3aboneBaHnm obMeHa BelleCTB BJINAIOT BblABJIEHHLIE Y Bac
reHeTu4yecke 0CobeHHOCTH yCBOEHUA NMTATEJIbHbIX BEeLECTB:

Y Bac ecTb Npef pacnosiodXeHHOCTb K CHUKEHUIO KOHLLEHT pauum BUTammnHa E B
KpPOBM.

[TepeyncneHHble GakToOpbl BHOCAT BK1a[ B PUCK TONbKO MPU UX peanu3saumnm,
N03TOMY BaM HeobxoAMMOo cnefoBaTh YKa3aHHbIM peKOMeHAALLUSAM.

Tak>xe cBon Bkaf B pucku 3aboneBaHnim obMeHa BelLeCcTB BHOCAT NpU3HaKM,
CBA3aHHble C PM3NYECKOM Harpy3Kom:

Y Bac reHeTHyecKas Npef pacnofio)keHHOCTb K 3aMef IeHHOMY COKMTaHUIo XXupa
npu ¢u3nyeckKom Harpyske.
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KpaTkuit oTuer

[lnweBapuTensHasa cucTeMma

HopmanbHas Xun3HenesaTeNbHOCTb HAlWero opraHn3mMa HanpsMyto 3aBMCUT OT
perynspHoro NocTynneHns nutatenbHbix BelecTs. OpraHbl 1 xenesb
NNLLLEeBapUTENbHOMW CMCTEMbI OTBEYAIOT 33 MOCTyNIeHNe U NepeBapmBaHne NuLLK,
BCaCbIBaHM e MONE3HbIX BELLECTB 1 BbiBeLEHNE HEHYXXHbIX MPOAYKTOB. HapylweHune
paboTbl OAHOMO M3 HUX CKaXXeTCs Ha PYHKLLMOHMPOBAHW M BCEW CUCTEMbI, MO3TOMY
fevyeHne, Kak NpaBmno, NPOBOANTCSH KOMMIEKCHOE.

BaUM4pe3yﬂbTaTbh

PesynbTaThl reHeTMYECKOro TecTa NokKasanu, YToy BaC TUNUYHbIE PUCKM Pa3BUTUS
3aboneBaHMM NMLLEBAPUTENBHON CUCTEMBI.

Y Bac He BbIABMEHO HacnegCTBeHHbIX 3aboneBaHuni HMU_LeBaleTeﬂbHOVl CNCTEMBbI.

Ha PUCK pa3BnTnN4 3aboneBaHnm ['Il/ILLI,eBapI/ITeJ'IbHOIZ CNCTEeMbl BAUAKOT
BblABJIEHHbIE Y Bac reHeTnyeckme ocobeHHoOCTH YyCBOEHWA NMNTATE/IbHbIX Bel eCTB:

HeT npenpacnonoXeHHOCTU K 3aMef JIEHHOMY YCBOEHMUIO YTr/IeBO4 0B B HOYHOE
BpeMs

Hepel-IVICJ'IeHHbIe CI)aKTOpr BHOCAT BKJ1a[, B pUCK TOJIbKO MpWn X pealn3aldni,
MosToOMYy BaM HeO6XO,£I,l/IMO cnefoBaTb YKa3aHHbIM peKoOMeHJaundaMm.
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KpaTkuit oTuer

NUMMYHHaa cucrteMa

IMMyHHada cncTema nMeeT MHOTO 0bLLero C KPOBETBOPHOM CMCTEMOM, Tak Kak 3a
MMMYHUTET OTBEYAIOT NENKOLLMTLI, 0bpasyloLMecd B KOCTHOM MO3re U
co3peBatolLiMe B TUMYCE U CeNe3eHke.

Baww pesynbrathl:

Pe3ynbTaThl reHeTMYeckoro Tecta Nokasanm, YToy BaC TMMMYHbIE PUCKM PAa3BUTNS
3aboneBaHN M MMMYHHOW CUCTEMBI.

Y Bac He BbIABAEHO HaCneaCTBEeHHbIX 3aboneBaHum l/IMMyHHOIZ CNCTEMBbI.

Ha puck pa3suTma 3aboneBaHnin MMMYHHON CUCTEMbI BAUSIOT BbiiBNeHHbIe y Bac
reHeTnyeckne ocobeHHOCTM YCBOEHM S NMMTATENbHbIX BELLECTB:

Y Bac eCTb Npep pacnosiodXeHHOCT b K CHU)KEHUIO KOHL,EeHT pauuy ButamMuHa C B
KpOBMW.

[TepedyncneHHble GakToOpbl BHOCAT BKJ1aZ B PV CK TONBKO NPU UX peanusaumm,
No3TOMYy BaM HeobxoaMMO cnefoBaTh yKa3aHHbIM peKOMEeHAALN M.,
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KpaTkuit oTuer

Bce pekomeHpaunm

MenuumHckme pekoMeHaaunm

HauuHasa c 65 neT kaxkable 2 roga npoxoAuUTe uccnepoBaHMe MUMHepanbHOM
MAOTHOCTU KOCTEN METOA,0M [ BYX3HEepreT n4eckom peHT reHoBCKOWM
abcopbumnomeT pun ([ eHcUT oMeTpum), NPOKOHCYNILT UPYUTECh C 3HA KPUHOIOTOM,

AmepurKaHCcKas accoymaumnsa KNMHNMYECKMX 3HA0KPMHONOroB peKOMeHAyeT BCEM
XEeHLWMHaM cTaplie 65 IeT NpoMTX AMarHocTMKy octeonopo3sa. [lnga storo
HeobxofA MO onpefenUTe MUHEPaNbHYO NAOTHOCTb KOCTHOW TKaHU METOA 0M
ABYX3HEPreTMyeckoin peHTreHoBCcKoi abcopbumomerpum (geHcutometpunl. Mpu
NoflyYeHUM HOpPMailbHOro pe3ybTaTa HeobxoA Mo NOBTOPATEL UCCIef0BaHME
Kaxable 2 rona. Takxke cnefyet nofy4ymTb KOHCYAbTalL MO SHOOKPUHOMNOTA.

C 50 net kaxxable 12 MecsiLeB oLeHUBAWT e Balwm GpaKT opbl pUCka COBMECTHO C

3HA OKPUHOJIOTOM

ObecneybTe [oCTaTOYHOE eXXefHEBHOe NOTpebneHne KanbLUns C MPOAYKTaMu
NUTaHNS NS NpefoTBPaLLeH s NOTepU KOCTHOM MacChl M pa3pyLlleHunsa KOCTel B
konuyectse 1200 mMr / cyT. MpuaepxusainTech 34,0poBoro obpasa xmsHu (He kypuTe,
orpaHuybTe notTpebneHune ankorons n kobenHal. MNocTapaiTecs CoKpaTUTbL pUCK
nageHnn AN9 CHUXEeHWS pucka nepenoMoB. 3aHnManTecs GU3KyNbTYpoin ANs
NpenoTBPaLLEH NS MOTEPU KOCTHON TKaHM 1N YMEHbLLIEHWUSA pUCKa NepesoMoB.

Mocne 55 neT nporpUTe CKPUHWUHT 34,0POBbSA KOCTHOM TKaHW: BbINOJIHUT €
CUMHTUrpaduio KocTen ckeneTta n nabopaTopHbie TecThl: WenoyHaa ¢ocdoTasa,
25-0H-ButamuH D, neyeHouHble Npobbl. [IPOKOHCYNbTUPYUTECH C 3HA,0KPUHOIOTOM

ABcTpanuickas accoumaumng Bpadern oTmevaeT, 4To bonesHb [lenxeTta
NpenMyLLeCTBEHHO BCTEYaEeTCsA B BO3pacTe CTaplue D3 1eT 1 ABASETCA BTOPbLIM MO
pacnpocTpaHeHHOCTH 3aboneBaHneM obMeHa KOCTHOW TKaHW.

PekomeHgaumm no obpasy XnsHu

CnepwuTe 3a BaluMM BeCoM

OnTMManbHbIM BECOM SIBNITETCS TakoW, NpY KOTOPOM MHAEKC MacChl Tena
HaxoauTcd B npegenax ot 18,5 no 25.

He kypute
KypeHuve noBblllaeT puck pa3BuTMa cpa3y Heckonbkux 3aboneBaHunii.

Peko MeHOauUWW MNno nnTaHMKo

EwbTe npopykTbl, 6oraTtbie omera-3

OMera-3 NosMHEHaChILWeHHbIe XUPHbIe KNCNOTbl ABAAKTCA NpefllecTBEHHUKaMN
NPOTMBOBOCMANNTENbHbBIX MOSIEKY/ B OPraH3Me, MO3TOMY MOCOSTHH 0e
ynoTpebneHune oMera-3 cCHMXaeT pUck pa3BUTUSA HekoTopblx 3aboneBaHnit, B TOM
Yyncne ayTOMMMYHHbIX.
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e PacnpocTpaHeHHbie 3aboneBaHns
e HacnencrseHHble 3abosieBaHMg
e Peakuunsa Ha nekapcTsa '




Kakas POJib OTBEl€Ha TreHeTnke

B BalWeM 300p0BbLE?

NHbopMauma, 3anncanHas B Bawen HK, nmeeT HenocpeactBeHHOe OTHOW eHME K
Ball eMy 3g0poBbto. OT 3To MHOPMaU MK 3aBUCUT, IBASETECH JIN Bbl HOCUTENEM
HacnencTBeHHbIX 3aboneBaHnit 1 nepegaanTe N nx ceonm getam. B [IHK
xpaHnTca nHdopMau s 060 Bcex NpeapacnoNoXeHHOCTAX K paCnpoCTPaHEeHHbIM
3aboneBaHMAM - HaYMHadA 0T CEpAEeYHO-COCYANCThIX M 3aKaH4M Bad
ayToMMMYyHHbIMU. TakxKe Balla reHeTnuyeckaa nHdopMaL s onpenenser,
HacKoNbKo 3dPeKTUBHBIMK AN Bac DyAyT Te MAW MHble NekapcTBa 1 byayT nu
NpPosBNATLCA NObOYHbIE 3PPEKThI.

,D,J'Iﬂ peain3aymnm reHeTM4YecKom VIHCIDOpMaLI,l/ll/I HeO6XO,EI,l/IMbI onpepgesyieHHbIe
yCnoBMA - 3TO Ball 06pa3 KUN3HWN, TTIUTaHME N 3KOJIOTUNA. [MoBblILLIEHHbIE pnCKW
HEKOTOPbIX 3aboneBaHN M MOXHO YMEHbLW NTb, Ha4YaB NPaBUJIbHO NMNTAaTbCA U
3aHMMaTbCA CMOPTOM. Ha CeFO,EI,HﬂLLIHl/IVI OEeHb HAaKOMJjeHo OrpOMHOE KOJIN4eCTBO
HaY4YHbIX JaHHbLIX O NP LI,eJ'IbHOVI I'IpOCIDl/IJ'IaKTl/I Ke Tex Un nHbix 3aboneBaHni. Bee
3TV OaHHbIE B NOHATHOM c|>op|v|e N3JNTOXKEHbI B JaHHOM 0T4HeTe MPUMEHNTEJIbHO K
BaweMy 340P0BbLIO.
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PacnpocTpaHeHHble
3aboneBaHus

Ha pa3BuTue pa3nmyHbIX pacnpocTpaHeHHbIX 3aboneBaHm it BANSET He TONbKO
reHeTuKa, Ho U MHorme apyrine dakTopbl. 3T 3aboneBaHMa N Ha3BaHM e NOAYYM N
COOTBETCTBYyOLLEE — MHOIOQAKTOPHbIE.

B otnnyne oT HacneacTBeHHbIX 3abonieBaHnn, B pa3BuTUM MHOTOPAKTOPHbIX
3aboneBaHW M peLlatoLLyo pofib UTPatoT BHELLHME YCIOBUS 1 00pa3 XXN3HU.
Bo3pencrene BHeW HMX GaKTOPOB MOXET DbITb HACTONILKO CUJIBHBIM, YTO TO UN
MHOe 3abosieBaHMe MOXET BO3HMKHYTb flaxe y YeloBeKa, reHeTnyeckn He
NPeapacnofioXXEeHHOr0 K HEMY.

Punck Pa3BUTUA TaKNX 3aboneBaHnm HeO6XO,£],l/IMO pacCCy4nNTbiBaTh C y4e€TOM
FreHeETN4YeCKnNX N BHELW HMX q)aKTOpOB.
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PacnpocTpaHeHHble 3aboneBaHus

Puckn Bcex nccnepoBaHHbIX 3aboneBaHuu

HaszBaHue

KocTHasi 6onesHb MNepxeta

My>xxckoe becnnopgue

Octeonopos

CuHapoM 6ecnoKoMHbIX HOT
Bo3pacTHaa MakynsipHasi pereHepauus

Atonuyeckuin pepMatuT
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Crp.

29
31
33
34
35

37

Baw
pu1CK

10.75%
17.86%
18.78%
14.4%
5.39%

10.97%

Cpep Hui puck

4.35%
12.5%
13.5%
10.75%
2.09%

8.3%

CpaBHeHue co
cpep HUM



HasBaHue

MvnepTpurnuuepupemus
AHpporeHHasi anoneyums
MwemMunyeckas bonesHs ceppua
JeTckoe oxvpeHune

MurpeHb

BonesHb MapkuHcoHa
Mnotupeos

Butunuro

OuaroBoe obsbiceHne
Lennakusa

BunonsipHoe a¢p pekTuBHo €
paccTpomncTBo (MaHMKanbHO-
L.enpeccuBHbIA Ncmxos)

H3BeHHbIN KONUT

AHeBpMBMa cocynoBrojijoBHoro Mo3ra

BonesHb KpoHa

CvHppom LlerpeHa

LLnso¢ perusn

TapavBHaa pUCKUHe3Us
PaccesiHHbIN cKnepo3
CaxapHbin gpuabet 1T1MMa
MNMoparpa

3akpbIToyronbHasa rnaykoma
Pak nerkux

MenaHoMa
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Baw puck

3.27%
27.73%
0.32%
11.57%
12.69%
4.55%
2.14%
0.17%
0.6%
0.34%

0.35%

0.025%
1.41%
0.044%
1.04%
0.74%
0.086%
0.0019%
0.021%
0.39%
0.33%
0.0026%

0.0095%
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PacnpocTpaHeHHble 3aboneBaHus

Cpep Hui1 puck

23.7%
36.9%
9.3%
13.75%
14.7%
6.28%
3.05%
1%
1.17%
1%

0.9%

0.51%
1.8%
0.32%
1.27%
0.87%
0.2%
0.11%
0.13%
0.49%
0.6%
0.064%

0.054%

CpaBHeHue co
cpep HUM
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PacnpocTpaHeHHble 3a60N1€BaHNA  sassese

HasBaHwue Baw puck  Cpep Hui puck CpaBHeHue co
Cpes HUM

Hapkonencus 0.014% 0.047%

KonopekTanbHbii pak 0.14% 0.17%

TpoMb603 rmyboknx BeH u TpoMbo3aMbonusa 0.08% 0.1%

NeroyHou apTepum

MNepBUYHBIN BUNMapHLIA LUPPO3 0.00066% 0.013%
Pak simuka 0.016% 0.028%
Pak roptaHu 0.0077% 0.019%
KepaTokoHyc 0.046% 0.057%
BHe3anHaa ceppeyHasi cCMepThb 0.07% 0.08%
CunppomM cnabocTm cnHycoBoro y3na 0.023% 0.03%
Pak nopg>xenyno04HoM xxenesbl 0.0014% 0.0082%
Mporpeccupyowmni HagbAA EPHbIA Napes 0.00074% 0.006%
B30pa

BonesHb Bexyeta 0.0021% 0.004%
Capkoma HuHra 0.0015% 0.0023%
Haso¢dapuHreanbHas kapumuHoMa 0.0015% 0.0019%
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TUnnyHble PUCKHN

Ha3zBaHue

MNepenoMbl KocTen
BpoHxuanbHas acTMa
OxwnpeHue

MNcopuas

MNnocnapusa

MouyekaMeHHast 6onesHb
MNuwesopn BappeTTa
dcceHuManbHbLIN TpeMop
PeBMaTougHbI apT put
AHeBpu3Ma bprowHOrO oTAEeNa aopThl
Otocknepos

Pak npepcraTtensHoM Xenessl

XpoHuueckas MmenonpoaundepaTmBHas
6onesHb

Anunencus
AHKMNO3MpPYOWNIA CNOHAUNUT

06ceccuBHO-KOMNYbCUBHOE
paccT poucTBO

Pak Mo4eBoro ny3bipsi

Ba3anbHOKNET 0YHbIN paK KoXXu

Bone3Hb XoA XKMHa, HOAYNSAPHBIN CKNepos3

CucT eMHas KpacHas BoJlYaHKa
e pBUYHBIN CKIEPO3MPYIOLLUNA XONAHIUT
Cungpom Bpyraga

HenpobnactomMma
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Baw puck

40.08%
4.64%
24.68%
2.42%
0.88%
7.38%
4.26%
1.12%
0.66%
4.37%
2.66%
0.56%

0.1%

0.57%
0.29%

0.75%

0.11%
0.11%
0.027%
0.064%
0.028%
0.22%

0.017%

PacnpocTpaHeHHble 3aboneBaHus

Cpep Hui1 puck

38.2%
3.8%
24.06%
1.81%
0.3%
7%
4%
0.9%
0.46%
4.2%
2.5%
0.44%

0.033%

0.52%
0.24%

0.7%

0.072%
0.082%
0.0064%
0.045%
0.016%
0.21%

0.01%

CpaBHeHue co
cpep HUM

TunuyHeie
TunuyHeie
TunuyHeie
TunuyHeie
TunuyHeie
TunuyHeie
TunuyHeie
TunuyHeie
TunuyHeie
TunuyHeie
TunuyHeie
TunuyHeie

TunuyHble

TunuyHble
TunuyHble

TunuyHelie

TunuyHeie
TunuyHeie
TunuyHeie
TunuyHeie
TunuyHeie
TunuyHeie

TunuyHblie
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HaszBaHue

MMwnomMa

Jlnmep oMa Xop xknHa
MenaTouennionspHas KapuuHoMa
MeHuHrMoMa

Pak noukwm

CucteMHas cknepogepmus
XpoHuueckuin nume onenkos
®ubpunnaumusa npepcepauni
XpoHuyeckasn 6ose3Hb noyek
CaxapHbin gnabet 2T1na
BonesHb Anbureimepa

KoHt paktypa [Ionont peHa

Anneprnyeckuint puuut
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Baw puck

0.03%
0.011%
0.0089%
0.0051%
0.045%
0.023%
0.045%
0.47%
6.03%
8.22%
4.02%
14.14%

28.53%

PacnpocTpaHeHHble 3aboneBaHus

Cpep Hui puck

0.026%
0.0091%
0.0083%

0.005%

0.047%

0.025%

0.048%

0.48%
6.1%
8.6%
4.46%

15.1%

31.1%

CpaBHeHue co

cpen HMM
TunuyHeie
TunuyHeie
TunuyHeie
TunuyHeie
TunuyHeie
TunuyHeie
TunuyHeie
TunuyHeie
TunuyHeie
TunuyHeie
TunuyHeie
TunuyHeie

TunuyHele
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KocTHasa bone3sHb l[epxeTa

CpenHuI puck 4.35%

Baw puck

BonesHb [NlegxeTa - 370 xpoHMyeckoe 3abosieBaHn e, xapakTepun3ytoLleecs
MOBbILIEHHbIM pPa3pyLleHNeM KOCTHOW TKaHu, KOTOpoe NpUBOAUT K ocnabnexuto,
nedopmaumm 1 boneaHeHHocTn kocten. Y nnuy monoxe 40 net BCcTpeyvaeTcs penko,
MOSBNAETCA B OCHOBHOM B bosiee 3pesioM Bo3pacTe, 1 0bbIYHO MopaXkaeT MY>XKYMH.
Obpa3 >kn3HK cpeaun GakToOpoB pMCKa 3HAYEHNHA He UMeeT.

B 40% cnyuyaeB sTa bone3Hb nepenaetcd no Hacnenctsy. OHa MoxeT nopaxaTs
nobyto YacTb ckeneTa, HO Yallle CTpafatoT Ta3 v rofieHn, befipeHHble KOCTU, Yepen,
MO3BOHOYHMK, KJtOYM LI 1 naeyn. OHW yBENMYMBAIOTCA B pa3Mepax, TepatoT
MPOYHOCTb M NIOMatOTCS.

Hepenko bonesHb [legxeta npotekaeT beCCMMNTOMHO M Cy4alHO
o0bHapyX1BaeTCd N0 PEHTFEHOBCKMM CHMMKaM. B opyrnx cnydasx owlyuiatorcs
Tynble, HooW e BoM B KOCTAX U CyCcTaBax, KOTOPbIe YCU AN BAOTCS HOYbIO.
MponcxoanT gedopmauna kocTeit (MCKpUBIEHNEe HOM U yBEAMYeHW e Yepena),
orpaHunyeHue obbema ABUKEHNIA U NepenoMbl nocne HebonbLW NX TpaBM.
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FeHeTnYeckue paKTopbl PUCKA KOCTHOM
bonesHu lNMepxera

Bapwa HT bl, NOBbILWaOWne pnuckK

[eH
DCSTAMP
OPTN
NUP 205
PML

BapuaHt

rs2458413

rs10494112

rs825411
rs4294134
rs5742915
rs1341239
rs3018362

["eHoTHN

T
AG
GG
GG
TC
AC
AG

PacnpocTpaHeHHble 3aboneBaHus

BapVIaHT bl, MOHMWXXa oW e puck

[eH BapvaHt
RIN3 rs10498635
OPTN rs1561570
- rs484959

TNFRSF11A rs2957128
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My>ckoe becnnopue

CpenHu1 puck 12.5%

Baw puck

Myx ckoe becnnofme - 370 HapyLl eHne My>XCKOM penpoayKTUBHOK QYHKL MK,
BblpaXatoLleecs HEBO3MOXHOCTbI0 MPOM3BOAMNTL NoToMcTBO. B Poccmm vacToTa
becnnogHbix bpakos npeBbiwaeT 15%, B NoN0BMHE CydaeB NPUYMHON 9BASETCS
MMeHHO 3T0 3aboneBaHune. B ocHOBHOM Myxckoe becnnofve Bo3HMKaeT N3-33
NepeHeceHHbIX paHee BOCNannTeNbHbIX 3aboNeBaHM 4 MONOBLIX OPraHoB,
MHOEKLMOHHbBIX U XPOHMYeCcKnx bonesHen, BO3AENCTBNSA Ha OpPraHin3m
XUMUYeckmnx GakTopos.

Takxxe npMyMHaMm MoryT BeITb reHeTMYecKe aHOMannMmn pasBuTUS, AANTENbHbIN
npvem aHabonnuyecknx CTepomn 0B, CTPECChHI, MaNoNoABMXKHbI 00pa3 Xu3Hu,
YUpe3MepHble cucTemMaTmyeckme Guanyeckme Harpysku, 3noynoTpebnerune
HapKkOTMYeCKMMM BelleCcTBaMM 1 anKkoroaemM, CMCTeMaTUyeckuii meperpes u
MHoroe gpyroe. Kak cnefictBue, AMYKM He MPOM3BOAAT OCTAaTOYHOIO KOV YECTBA
CnepMaTo30MAoB MK Yy CNepMaTo30MA0B HapyLll eHa NOABUXKHOCTb, NN
DONBWMHCTBO M3 HUX UMEIT fePeKTbl CTPOEHM S, NN Xe CTaHOBUTCH
HEeBO3MOXHbIM NPOABMUKEHNE CNEPMATO30M 0B MO CEMABBIHOCALLMM NYTAM.
OnpefennTb My ckoe becniofmne MOXHO N0 OTCYTCTBMIO bepeMeHHOoCTN Y
KEHLMHbI, KOTOpas peryasgpHo B TeYeHne roga XMBeT NOS0BOM XM3HbIO U He
MONb3yeTca CPeACTBaMM KOHTPALLENL WM, U NMPU 3TOM TOYHO M3BECTHO, YTO OHa
MONHOCTbIO 340P0OBa M MPOX0oAMNa obcnefoBaHMe y Bpada-rmHekonora.

[Tpn nevyeHnn B NepBylo o4epeab, eCM 3TO BO3MOXHO, YCTpaHSAeTCa NpMynHa
becnnoona. B uHbIX ciydasax NpUMEHSAOTCS aNbTepHaTUBHbIe METOAbI 3a4aTNS:
MCKYCCTBEHHAA MHCeMMUHaLNA (BBegeHe crelnanbHbiM 06pa3oM CnepMbl Myxa
Wnu goHopa B MaTky) 1nbo skcTpakopnopanbHoe onnogotsopeHme (3KO0).

31



I LTI IR I I Il I I IR Il I I IRl I 1Tl PacnpOCTpaHeHHbIe 3EGOHEBBHMH
(L L LL L L

SOOI RRR RN RORRIRRORRORNNBOORRORNNBRRRRRRRRRORRRRNRRRORNRDBRRNRRDRBONRRDOOY

FeHeTnYeckue paKTopbl PUCKA MYIXKCKOTO
becnnopusa

Bapma HT bl, NOBbILWaOWne puckK

["eH BapvaHt  [eHotun  Bknag
- rs10842262  CC
PLCH2 rs2477686 CG
- rs12097821 GG
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Octeonopos

CpenHu1 puck 13.5%

Baw puck

OcTeonopo3 - 370 XpOHMYeCcKoe Nporpeccupyiollee 3aboneBaHne ckeneTa, KoTopoe
XapaKTepu3yeTca CHUXXEHNEM MIOTHOCTN KOCTEW, YCUIIEHNEM NX XPYNKOCTH U
MOBbIW EHNEM NPeapPacnoNoXeHHOCTN K NnepenoMamM. B Poccnn kaxpada 2-4
XEeHLUWMHA U KaxX bl 9- My>X4MHa B Bo3pacTe cTapw e b0 neT ctpafatoT oT 3ToW
bonesHu. [pnyrHa BO3HMKHOBEHW A 3aK/I0HAETCS B TOM, YTO CyLLLeCTByoLLLas
KOCTHas TKaHb pa3pyLlaeTtcs beicTpee, YeM GopMupyeTCs HOBas.

[TocTeneHHO NAOTHOCTL KOCTEM YMEHbLLAETCs, OHM CTAHOBATCS XPYNKMMU.
[TepenoMbl MOTYT MPOMCXOANTL faxe NpU MUKPOTPaBMax N He3HaYMTENbHbIX
nagennax. KnpuynHam pa3BnTMa OTHOCAT He[ZoCTaTok Kanbumsa n ¢ocdopa,
BUTamMuHa D, HM3Kyto [BMTaTeNbHYI0 akTMBHOCTb, HecbanaHcMpoBaHHOe NUTaHUe,
pasnMYHble NAaTONOrMYyeckne COCTOAHNS, COMPOBOXAAIOLLMECH UIMEHEHNEM
obMeHa BellLecTB, KypeHune, aflkoroM3M v HacnefCTBEHHYIO
NpeLpacnoNoXeHHOCTb.

Ha HadanbHbIx cCTagmax npoTekaeT 6ECCMMNTOMHO M YaCcTo AMArHOCTM PyeTCH TONbKO
nocne nepefioMa OT He3HauMTenbHOM TpaBMbl. C nporpeccupoBaHmemM 3aboneBaHns
MOryT MOABAATLCA HOWOW M e BONW B KOCTAX, YCUMBAOWLMECA Npy ABUXKEHNN,
Hapyl aeTcs ocaHka, yMmeHbl aeTca pocT. JleyeHne nonbupaercs cyrybo
MHOVBUAYANbHO.

'eHeTUYecKkune pakTopbl pUcKka octeonoposa

Bapwa HT bl, NOBblWaOWne puck

[eH Bapuant  [eHoTun Bknag
- rs12808199  AA
TBC1D8 rs2278729 GG
OSBPL1A  rs7227401 TG
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CuHapoM 6eCnOKOUHbLIX HOT

CpenHuI puck 10.75%

Baw puck

CnHApOM BECNOKOMHbBIX HOF — 3TO HeBpoJlornyeckoe 3aboneBaHue,
XapakTepu3yloLw,eeca HENPUATHBIMMN OLLYLLEHUAMY B HUXXHNX KOHEYHOCTSIX,
KOTOpble YeN0BeK M CMbIThIBAET, Kak MpaBuIIo, Nof BeYep B COCTOSSHU M MOKOS.
ObneryeHune HacTynaeT Npv COBEPLUEHU M Kaknx-NTnbo ABMXeHU I nnu xo4bbel. 1o
pacnpocTtpaHeHHocTW 3aTparnBaeT 5-10% HaceneHuns, BCTpeyaeTcd BO BCeEX
BO3pacCTHbIX rpynnax, v B 1,5 pasa valle y XeHLWMH, YEM Y MY>KUMH.

B nonoBmHe cnyyaes cMHOPOM NepefaeTcd No HacneacTBy. Ho MoxeT BbITb BbI3BaH
XpOHMYeCcKnMK 3aboneBaHnamMu nnu nednumnToM Xenesa, MarHns, BUTaM1HOB
rpynnel B, a Takxe caxapHbiM grabetom 1 nobbiMK Hapyw eHamMn paboTel cocynoB
HUXKHWUX KOHeYHoCTeln. EMy xapakTepHbl 3yadline, Koaowmne, pacnupatowmne nim
AaBsllMe OlLyLIeHUS B HOrax (Yallle B rofleHsx), KoTopble BO3HMKAKT B MNOKOEe U
YMEHbBLLAIOTCA NPU ABUXEHU W, MOSTOMY NIIOAM BbIHY>XAEHbBI COBEPLUaTb Kakune-To
nencrevs (BbITATMBaTL M CrMbaTh KOHEYHOCTM, BOPOYATLCS B MOCTENN, XOAUTH).

3TN CUMNTOMbI MOABAATCA NN YCM TN BAOTCA B Be4HepHee N HOYHOEe BpeM4,
Bbl3blBad 6eCCOHHI/ILLy. B Taxenbix CNyqadXx OHM CTaHOBATCA MOCTOAHHBIMMA.
OcHoBHas Lesb jjed4eHnd — YCTPaHUTb MPpUYMNHbI BOSBHUKHOBEHNA CMHOPOMA.

feHeTnYeckue pakTopbl pUCKa CUMHAPOMA
6ecnoKOMHbIX HOT

BapwuaHT bl, noBbIWatoLWwmne puck BapwuaHT bl, NOHMXa oW mne puck
[eH Bapuant  [enoTun  Bknag [eH Bapvant  [enotun  Bknag
- rs6747972 AA MAP2K5  rs12593813  AA
MEIST rs2300478 16 PTPRD rs1975197 GG
- rs2116050 GG BTBD? rs9357271 TC

- rs3104767 TG
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Bo3pacTHas MakynsapHas nereHepauus

CpenHuI puck 2.09%

Baw puck

Bo3pacTHas MakynspHasa fereHepauns — 3To XpOHMYeCcKoe nporpeccu pytollee
3aboneBaHuVe, NpM KOTOPOM MOPaXaeTcd LLeHTpaibHada 30Ha M1asHoro AHa
(Makynbl), B pesynbTaTe Yyero cTpafaeT ceTyaTka M HapyllaeTcs 3peHune. 3To ofiHa U3
OCHOBHbIX MpUYMH cnaboBmaeHnd n cnenotsl y ntogen ctapwe 50 net. B Poccmu
CTaTUCTMKa cocTaBndeT B cpeaHeM okono 15 cnyvaes Ha 1 000 yenosek.

ObblyHo 3aboneBaHMe xapakTepmM3yeTCcss MHOMOIETHMM TedeHneM, nopaxas cpasy
oba rnasa. [1posBngeTcd 0HO 3aTyMaHWBaHWEM 3peHN s, 3aTPYLHEHNAMU NpU
YTEHWUMW W PACMO3HABAHUW NULL, MCKaXKXEHMEM NPAMbIX IMHUIW N CHUXKEHU EM
LLBETOBbLIX OLLYyLLEeHW . LleHTpanbHOe 3peHne NoCcTeNeHHO CTaHOBUTCSH HEYETKUM,
nepeg rna3amMmm NOABASIOTCA TEMHbIE NATHA.

Boinensior nBe GopMbl BO3PACTHOW MaKyAAapHON AereHepaumnm — «Cyxyo» v
«BnaxHyto». [NepBas BcTpeyaetcs B 90% cnyyaeB 1 nporpeccupyet MeAeHHo, a
BTOpasi cONpoBoXAaeTcs BbICTPbIM NafeHeM OCTPOThI 3peHns. MiHorga «cyxas»
dopMa He HYX[aeTCcs B leHeHU .
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FeHeTHM4YecKkne pakTopbl pUCKa BO3pacTHOMN
MaKyJIAPHOU fereHepauuu

BapwuaHT b, noBbILIaOLWNE PUCK BapwuaHT bl, noHMX@oLmne puck

[eH Bapvant  [eHotvn  Bknapg [eH Bapvant  [eHotvn  Bknag
CFH rs10737680  AA - rs6795735 cC

ARMS?2 rs10490924 TG CCDC109B  rs4698775 16

CYP21A2 rs429608 GG - rs943080 TC

APOC1 rs4420638 AA COLBAT rs13081855 GG

BAIAP2L2  rs8135665 TC ALDH1A2  rs920915 GC

TGFBR1 rs334353 TT

C3 rs2230199 GG

RADS1B rs8017304 AG

PekoMeHpauuun

CnenvTte 3a BaluMM BeCOM
OnTUManbHbIM BECOM SIBASIETCA TakoW, MPW KOTOPOM MH[OeKC Macchl Tena
HaxoauTcd B npegenax ot 18,5 no 25.

He kypute
KypeHue noBbilWaeT puck pa3BuTUS cpa3dy HeCKoNbKnx 3aboneBaHuim.

EwbTe npoaykThl, 6boratbie omera-3

Omera-3 nosiMHeHachl W eHHble XUPHble KUCOThl ABASIOTCSA NpefecTBEHHNKAMK
NPOTMBOBOCMANNTENbHBIX MOJSIEKY/ B OPraH3Me, M03TOMY MOCOSTHH 0e
ynotpebneHne omera-3 CHMXaeT pUCK pa3BUTMSA HEKOTOPbIX 3aboneBaHnii, B TOM
Yymcre ayToMMMYHHbIX.
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PacnpocTpaHeHHble 3aboneBaHus

ATonnyeckuun gepmatuT

CpepHuu puck

Baw puck

8.3%

ATonnyecknin oepMatmuT — XpPOHMYeCKoe annepreHHoe 3aboneBaHue,
XapakTepu3ylolleecs BbiCbiNaHM MUK Ha Koxe. PacnpocTpaHeHHocTb cocTtaBnseT 10-
20% B nonynaunn. PasBmBaeTca y UL, C reHeTMYeCKon NpeLpacnofioXeHHOCTbH.

B ocHoBe bosle3HM NeXUT rmnepakTMBHAa peakLMa opraH3amMa Ha Kakon-nmbo
pasfnpaxuTens (anneprex), B kayecTse KOTOPOro MOXeT BbICTYyNaTb MblfbLLa
pacTeHU W, LOMALHAA Nblflb, WePCTb XU BOTHbLIX, Pa3finyHble NULLEeBbIE MPOAYKTHI,
bbiToBaa xuMmnga n MHoroe gpyroe. [lepBeiM cMNTOMOM 3aboeBaHN S CTaHOBU TCH
CyXOCTb W 3y KOXW. [lanee noasngeTcs pacnpocTpaHeHHbIN 0TeK U BbiCbiMaHne Ha
KOXEe KPaCHbIX MATEH C pacnbiBYaTbIMW FPpaHMLLaMu.

B pesynbTate pacyecbiBaHM S 3TUX MECT MPONCXOAUT MOBPEXAEHNE 3NUTENNS,
conpoBoXfatoueecs onpenocTeto. [1py nonagaHnm B KoKy MHGeKL MM B MecTax
NopaXKeHns NOABNAIOTCA THOMHMYKK. [1na neyeHna aTonmyeckoro gepmatnTa

M CNONb3YIOT Pa3nnyHble MPOTUBOANEpPrnYeckm e CpeaCcTBa.

'eHeTUYeckmne pakTopbl pUCKa aTonnyecKkoro

AepMaTuTa

Bapwa HT bl, NOBbIWaOWNe pUCK

["eH BapvaHt  [eHoTun
MICA rs2251396 AG
ATF6B rs12153855 1T
TNXB rs12198173 GG
Céorfa8 rs9368699 T
TNXB rs12211410  CC
IL13 rs1295686 TC

Bknag

BapVIaHT bl, NOHMW>)Ka oW e puckK

[eH Bapuant  [eHoTumn Bknag
- rs7130588 AA

- rs2155219 TG
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PacnpocTpaHeHHble 3a60N1€BaHNA  sassese

[lepenoMbl KocTewn

CpenHu1 puck 38.2%

Baw puck

[TepenoM KocTu - 370 NosHoe MMbo YacTMyHoe HapyLll eHne LeNoCTHOCTU KOCTH.
Yallie Bcero BosHMKaeT Npu BO3AeNCTBUM Ype3MepHoit Harpysku (ynapHoi nnm
HenpepbiBHOM). K dakTopaM prcka oTHOCUTCA ocnabneHne KOCTHOM TKaHu Ha GpoHe,
HanmpuMep, 0CTeoNopo3a, B pe3yfibTaTe KOTOPOro KOCTb CTaHOBUTCH C/M LI KOM
XPYNKOM 1M HeECNOCODHON NepeHoCKTh Aaxe cnabble NoBpexXaeHMs.

[lepenombl xapakTepun3ylTcd KPOBOTEYEHM EM, CUIbHOM BOJBIO, @ B HEKOTOPbIX
Cy4asix CMelleHneM KOCTHbIX OTSIOMKOB. JTO CBA3AHO C TEM, YTO Npu
BO3HWKHOBEHM YW BOIEBOM MMNYNbCALLMW MbILL L bl pepNIEeKTOPHO COKpaLLalnTcs 1
TAHYT 3@ COBOM KOHL bl KOCTHbBIX OTIOMKOB, YCYrybnaga TAXKecTb TPaBMbl 1 3a4acTyto
NPUBOAS K LOMOJIHUTENBHbBIM NOBPEXAEHMAM. JleyeHne nepesioMoB MOXET DbITb
Kak KOHCEpPBATMBHbBIM, TaK U XU PYPrUYECKUM.

Bonbwoe 3HayeHne nmeeT MpaBnJjibHO NpoBegeHHad pea6VlﬂVlTaLI,l/l9|.

I eHeTHUYecKkue (I)aKTOpr PUCKa nepeJjiomMoB

KOCTeun
BapwuaHT bl, noBbIWatoLWwmne puck BapwuaHT bl, NOHMXa oW mne puck
[eH Bapuant  [enoTun  Bknag [eH Bapuvantr  [enotun  Bknag
LRP5S rs3736228 TC - rs430727 CcC
SHFM1 rs4727338 GC - rs1373004 GG
- rs4233949 GG RPS6KAS  rs1286083 TC
- rs6426749 GG - rs6532023 TG

WNT16 rs3801387 AA
- rs6959212 TC
FUBP3 rs7851693 GC
C170rf53 rs227584 AC
FAM210A  rs4796995 AG
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bpoHxmnanbHasa acTmMa

CpenHuI puck 3.8%

Baw puck

BpoHxmnanbHas actMa — 3T0 XpoHMYecKoe BocnanuTenbHoe 3abonesaHune
AbIXaTeNbHbIX NyTel, NPOSBASIOLLEeCs KallleM, CBUCTALLMMUN XpUnamu,
3a/10KEHHOCTbI0 B Fpyau 1 oabiw ko, Vim cTtpagaet okono 7% HaceneHns mupa
(NnpnbamsntensHo 100 000 000 yenosek). B pasBnTvmn cMMNTOMOB aCTMbl y4acTBYIOT
NPV YV HbI, BbI3biBalOLLME BOCNANMTEbHbIA NpoLecc (MHAYKTOPbI) 1 Tak
Ha3blBaeMble NMyCKOBblE MEXaHW3MbI (TpUTTepsl).

K nepBbiM OTHOCATCA annepreHbl, BANSHUE OKPY>XXatoll el cpefibl, FfeHeTu4yeckue,
MHGEKLMOHHBIE U NpodeccroHanbHble GakTopbl. A TpurrepaMu MoxXeT bbiTb BCe,
UTO BbI3bIBAET CY>XKEHMe rNagKon MyckynaTypbl AblxaTeNbHbiX NyTen. HanpuMmep,
dU3nyeckne ynpaxxHeHM s, XONOLHbIN BO3LYX, KypeHne, CTPeCC, pa3nnyHble
XMMMYeCcKMe BellleCcTBa, KOTOPbIE MPY HAKOMAEHW M B BO3AYXe BbI3bIBAKOT yAylW be, a
Tak>xe nobble NnLLeBbie MPOAYKTHI.

OCHOBHbIMW CMMNTOMaMU BPOHXMANbHOM aCTMbl CYMTAIOTCS OAbILLI KA, CBMCTALLU I
XPWM, CyXOi KalleNb, 3aN0XXeHHOCTb FPYLHOM KNeTKW, NPUCTYNbl YAYLW bS C
3aTpyLHEHHbIM BbIOXOM, YyBCTBO HEXBATKM BO3AYXa, CUHIOLW HASA OKpacka KOXU u
CAM3KCTbiX 0bonoyek, yyalleHHoe cepaLebreHne. JledeHne TaKenoro npucTyna
0bObIYHO MPOBOAAT B CTal,MOHApPe C MCNONb30BaHMEM KM CNOPOAOTEPANNN U
npenapaToB, paclWwupawnx bpoHxu. Takxke BaxeH noabop agekBaTHOM
MOCTOSAHHOW NMOALEPXMBAlOLLeN Tepanuu.

I eHeTUYecKue paKTopbl pUCKa
6poHXHnanbLHOU acTMbI

BapwuaHT b, noBbILLaOLWNE PUCK BapwuaHT bl, NOoHMX@0LLMNe pUCK
[eH Bapuant  [eHotvn  Bknapg [eH Bapvant  [eHotvn  Bknag
TLRT rs4833095 1T GSDMA rs7212938 1T
TSLP rs1837253 cC - rs2155219 16
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PacnpocTpaHeHHble 3a60N1€BaHNS  sassese

OxxnpeHue

CpenHu1 puck 24.06%

Baw puck

OxunpeHue — 370 3aboneBaHne, xapakTepm3yrouieecd N30bITOYHBIM HAKOMEHNEM B
opraHu3me XunpoBo Tkanu. KonmyecTso bonetLLx oXXpeHremM BO BCEM MU pe
yBeNM4YMBaeTCs ¢ KaxabiM rogom, 1 yxe npesbicrno 500 000 000 yenosek.
3aboneBaHne MoxeT ObITb BEI3BAHO HeMpaBMbHbIM 06pa30oM XU3HW, HapyLlleHneM
NUTaHW S, HU3KOW PU3MYECKOW aKTMBHOCTLIO, @ TaKXXe ABAATLCA NOCAeACTBMEM
Apyrnx bonesHen, HanpumMep, caxapHoro guabeta 2 tvna, cnHapoma Kyl mnHra nam
rMnoTunpeo3a.

Ha I'IepBOPI CTann pa3BnNTnNA NOABNAETCA OO bl Ka, 6b|CTp89~| YTOMNAEMOCTb,
noBblWEeHHad MoTINMBOCTb, 3alnOpbl N B3OYTNE XXINBOTA. 3aTeM cKonfeHune Xxu pOBOM
TKaHW B 6pPOLLI HOW MOIOCTU coaBnmMBaeT N NpUNogHNMaeT ,qmaqaparMy, Bbl3blBad
OblXaTeJibHYyt0O HEAOCTaTOYHOCTb. Xnsot yBENNYMNBAETCA, BO3HMKAET oulyuleHne
TAXECTN, 0cobeHHO nocne ellbl, K Be4epy Ha HOorax O6p83yPOTCF| oTEeEKN.

B nanbHenwem noamn CTaHOBATCS MaNoNOABUXXHbBIMUW, HEKOTOPble He MOTYT BbITY
13 KBapTUPbI, 1 BO3HMKaeT NOoTpebHOCTL B MOCTOpOHHEM yxone. Hanbonee
3ODEKTMBHBIM CMOCODOM NeYeHN s 0K PEHU A CHMTAETCA MPUMEHEHM e KOMMNeKCa
PasAMYHbIX METOL0B, TAaKMX KaK CnelunanbHble AMeThl, perynapHele uanyeckue
yNpaXXHEeHNs U Ha3HaYeHne NekapcTs.

'eHeTUYecKkne pakTopbl pUCKa 0XKUpEHUsa

BapwuaHT b, noBbILIaOLWNE PUCK BapwuaHT bl, noHMX@oLmne puck
[eH Bapvant  [eHotvn  Bknapg [eH Bapvant  [eHotvn  Bknag
HS65ST3 rs7989336 AA RPTOR rs7503807 cC
- rs13041126 1T 773 rs17381664 1T
ADCY?9 rs2531995 TC GNAI3 rs17024258  CC
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[lcopunas

CpenHu1 puck 1.81%

Baw puck

[lcopmnas - 3To xpoHMYeckoe HeMHPeKLMOHHOe 3aboneBaHne, NopaxatoLllee Koxy.
BcTtpeuaetca npumepHo y 2% HaceneHud. OgrHakoBO pacnpoCcTpaHeHo cpeau
MY>XUYMH U KEeHLLMH Pa3HbIX BO3PACTHbIX KaTeropui.

OcHoBHas npnMynMHa BOBHNMKHOBEHNA NMCOPMa3a HeACHa. CyLI_I,eCTBeHHaFI poJib
0TBOANTCA HacneOCTBEHHbLIM CI)aKTOpaM. Takxe nogo3peBaeTcd BindAHNE
l/lHq)eKLI,l/IVI, aJjikorosid, CtpeccosB, nepeoxjiaXnoeHnd n MexadHn4yecCkmnx ﬂOBpG)K,D,eHl/IVl
KOXW.

Havnbonee yactoe nposiBNeHve ncoprasa — Cyxme, KpacHble, NPUNOAHATbIE HAL,
MNOBEPXHOCTBIO KOXMW MATHA, KOTOpble 00bIYHO NOABNSATCS Ha pa3rnbaTenbHbIx
MOBEPXHOCTAX CUMMETPUYHbIX y4aCTKOB. B 3aBMCUMMOCTM OT CTeNeHn TaxXecTy
pa3BnTMA 3aboneBaHn s, B Ka4ecTBe JleYeHn s NPUMEHSAIOT CMarvatrolLme CpefcTBa, a
Takxe ynsTpaduonetoBoe B- nnn A-obnyderue.

'eHeTUYeckune pakTopbl pUcKa ncopuasa

BapwuaHT bl, noBbIWatoWwmne puck BapwuaHT bl, NOHMXaoLWmne puck
[eH Bapuant  [ernoTun  Bknag [eH Bapvantr  [enotun  Bknag
- rs12188300 TA LCE3B rs6677595 cC
TRAF3IP2 rs33980500  TC KCNH7 rs17716942  TC
ZC3H12C  rs4b61177 AA - rs8016947 TT
PTRF rs963986 CG EXOC2 rs9504361 GG
DDX58 rs11795343 T PRM2 rs367569 TC
- rs2451258 TC RUNX3 rs7536201 TC
IFNLR1 rs7552167 GG
TYK2 rs34536443 GG
ETST rs3802826 AG
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['Mnocnagus

CpenHu1 puck 0.3%

Baw puck

['Mnocnaamns — 3To aHOMaNbHOe pasBUTMeE NeHnca, NpuM KOTOPOM OTBEpCTUE

MouYeu CrnyckaTenbHOoro kaHana (ypetpa) pacnonoxeHo HenpasuabHO U HaXOAMTCS B
HU>XXHEN ero 4yactu, a npu bonee Taxenbix GopMax — B 061aCTV MOLW OHKM 1N
no3ann Hee. o ctatuctnke, Ha 300 poaMBLIMXCA MaNbYMKOB MPUXOANTCS OANH C
rmnocnaguei. [NpnynHa 3aboneBaHna MMeeT reHeTUYEeCKN A XapakTep U M3BECTHbI
cry4am CeMenHOoro HacnenoBaHMS.

Tak>ke MONHOCTBIO NOATBEPXKLEHO BAMAHME BO3AENCTBNA Ha Nnoa B nepsble 12
Henenb bepeMeHHOCTU pasnyHbIX BpeaHbIX GakTopoB (ropMoHanbHbie 1
HeKOTOpble IeKapCTBEHHbIe Npenapathl, BHYTPUYTPobHbIe nHbekLnm). [ nd
rmnocnagumn xapakTepHa, B psage cilydyaes, MCKPMBAEHHAs popMa neHuca.

[Tpy CyTCTBYIOT PaCCTPOM CTBA MOYEN CMYCKaHU A Pa3HON CTeNeHU Bblpa>K eHHOCTY.

3aboneBaHne NeYNTCA TONBKO XM PyprmyeckmmM nyTem, B Ntobom Bo3pacTe, BKItOYAS
3penbll, HO flyyll e 3TO cAoenaTb A0 AOCTUXEHUA pebEHKOM 2-4 neT.

I eHeTUYecKue paKTopbl pUCKa

BapwuaHT b, noBbILWatoLWne puck BapuaHT bl, nOHMXatoLmne puck
[eH Bapvant  [eHotvn  Bknapg [eH Bapvant  [eHotvn  Bknapg
HAAO rs3816183 1T TAX1BP1  rs10214930  AG
DNAH6 rs1918690 TT HOXA3 rs1801085 AA
GREM1 rs3743104 GG - rs6499755 T
EEFSEC rs2999052 1T CCDC5?  rs143136847 1T

= rs4563609 AA
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PacnpocTpaHeHHble 3a60N1€BaHNS  sassese

MoyekaMeHHaqa 6one3Hb

CpenHu1 puck 7%

Baw puck

MouekameHHad bonesHs — 370 3aboneBaHue, NpoasaaoLLeecd GOPMUPOBAHUEM
KaMHeWn B opraHax Mo4eBbIAeNnTenbHoN cnuctembl. Betpeyaetca npumepHo y 13%
HaceneHMa, yallle BCero y nofei B TpygocnocobHom sospacte (25-50 neT).
OCHOBHOM MPUYMHOWM CTAHOBMTCS Hapyll eHMe obMeHa BelLLecTB, MpMBOASLLEE K
obpa3oBaHM 0 HEPACTBOPMMbIX COMEl, M3 KOTOPbIX 1 GOPMUPYIOTCH KaMHW — ypaThl,
docdatbl, okcanaThl.

[Tpn3Hakamum bonesHu aenatoTca bonb, NosBNEHME KPOBU B MOYe, pacCTPOM CTBO
MOYenCrnycKkaHua BNAOTb [0 OCTPOM 3a4epXKN Mo4yn. Bonn HOCAT HecTepnuMbIi
XapakTep 1 N10KaNM3yloTCa B 1eBOM MM NPaBOM NOACHMYHOK obnactn ¢
pacnpocTpaHeHneM BHUW3 M0 XO04Y MOYETOYHNKOB B MOAB3L0LW HY0 06/1aCTb 1 nax.
HacTo 3TV CUMNTOMbBI MPOBOLLMPYIOTCA ABVXXEHWEM, U3MEHEHNEM MOJIOXKEHN A TeNa
MM GU3NYECKMMIN Harpyskamu.

JleyeHr e 3aBMCUT OT MECTOMOJIOXEHW A, PAa3MEPOB, COCTAaBa KaMHSA M HANNYM A UK
OTCYTCTBUA OCNOXHEHNA. OQHUM 13 HavMeHee TpaBMaTUYHbIX METOA0B ABISETCH
3HA,0CKOMMYeCcKas KOHTakTHas IMToTpUncKus (ManonHBasnBHbIN cnocob apobreHnd
kamHeit). Mpy onTMManbHOM pasMepe U COCTaBe KaMHEN BO3MOXHO MX

paspyLll eHr e yNbTPa3ByKOM.

I'eHeTHUYecKue paKTopbl pUCKa
MOYeKaMeHHOW 60J1e3HM

BapwuaHT b, noBbILWatoLWne puck BapwuaHT bl, NOHMXatoLne puck
[eH Bapvant  [eHotvn  Bknag [eH Bapvant  [eHotvn  Bknag
DGKH rs7981733 1T RGS14 rs12654812 GG
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[MnweBopn bappeTTa

CpepHuu puck 6%

Baw puck

CuHapom bappeTTa - 370 CTPYKTypHblE M3MEHEHU A CAM3MCTON 060104KN
nuuesoaa. Yacto paccMaTpmuBaeTcd Kak npefpakoBoe coctosHue. Habnogaetcay
10% naymneHToB, 0bpaTMBLIMXCA MO NOBOAY M3X0rn, a B nonynauunu —y 1% nogen.

OCHOBHOM MPUYNHOW BO3HUKHOBEHWNS ABASETCS XPOHMYECKOE KM CNOTHOE
NoBpexAeHne CTEHOK NMLLEBOAA, BbI3blBalolLLee ero BocnaneHune. Hekotopele
BpauuM NpUAEPXMBAOTCA MHEHMU S, YTO B Pa3BUTU M 3TOW NATONOrM M UTPaeT Poslb
HacnefCTBEHHAa NpefpacnoNoXeHHOCTb. beccMMnToMHOe TedeHe bonesHu
OC/IOKHSIeT CBOEBPEMEHHYIO AV ArHOCTMKY, U MO3TOMY A4S NOLEN C 3PO3UBHBIM
racTpuTOM MK Tex, KTO NCMNbITbIBAET MOCTOAHHYIO M3XKOry, ONTUMaNbHbIM
BapMaHTOM SBASeTCA NepuoAmyeckoe nocelleHne racTposHTepoaiora u KOHTPOSb
OYHKL M OHANbHOMO COCTOAHNA NN LLLEBOAA M XenyaKa.

JleyeHune 3aknovaeTca B KoppeKkunu obpasa Xun3Hu, cobaofgeHnn guetsl u
MPMMEHEHUN MeLMKaMeHTO3HOoW Tepanuu. Ecnu sTu cpeacrtsa He gatoT
MONOXMTENIBHOrO pe3yNibTaTa, TO Ha3HayaeTCd XM Pyprmyeckoe BMell aTebCTBo.

'eHeTU4Yeckmne pakTopbl pUcka nuuieBsoaa
bappeTtTa

Bapma HT bl, NOBblIWaWnne pnuck

[eH Bapuant  [enoTun  Bknag

CRTC1 rs10419226 TG
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JcceHUManbHbIN TPEMOP

CpenHu1 puck 0.9%

Baw puck

3cceHUManbHbIM TPEMOP — 3T0 YaCTo BCTpeYatoll,eecs Nporpeccu pytoliee
HeBponornyeckoe 3aboneBaHune, BblpaXx eHHOE HEMPON3BOJIbHBIM PUTMUYHbBIM
ApOXaHMeM pyK, FrofloBbI, rosoca, Hor 1 TynoBuula. Ero pacnpoctpaHeHHOCTb
coctaBnset o1 0,3 go 6,7% cpean nnuy monoxe 40 netn gocturaet 8-17% B 80-90
net. B ocHoBe 3aboneBaHnsa NexuT Hapyll eHne B3aMMOCBA3EM MexXay pa3nyHbIMY
oTheflaMu rofloBHOro Mo3ra.

B nonoBrHe cnyyaeB OHO iBAeTCA HAaceACTBEHHO NpuobpeTeHHbIM. KpoMe 3TOrO,
K dakTopaM prcka oTHOCKMTCA Bo3pacT. Hanbonee yacton popmon NposaBeHms
3CCeHUManbLHOro TpeMopa ABASeTCA APoXKaHMe pyK, KOTOPOe MOXET YCUIMBaTbCH
Np¥ BbIMOJHEHW W HAMpPaBieHHbIX ABUXEHW I (MofHeceHe Yalku Ko pry,
HanvcaHue TekcTal MK B CTPECCOBbIX CUTYaLMAX, @ TakXXKe Npu BOJHEHU U,
yCTanocTu, NpueMe BbICOKMX 03 KOPenHa, Ha CONHL,e UK OT X0n04a.

3aTeM K HeMy nocTeneHHo f,00aBAAIOTCS TPEMOP rO10BbI, FON0Ca, A3bIKa, HOT ¥
Tynosuwa. s neyeHna MCnonb3yoT NPOTUBOCYL0POXHbIE NpenapaTsl, BUTaMUHbI
rpynnel B, beta-agpeHobnokaTopsl, MHbeKL MK BoTokca, Npy He3ddeKTUBHOCTU
NeKapCTBEHHOW Tepanuun NpUMeHAT ryboKyto CTUMYNAL M0 FOIOBHOTO MO3ra.

'eHeTUYeckue pakTopbl pUCKa
3cCeHUManbHoOro TpeMopa

Bapma HT bl, NOBblWaWne pnuck

[eH Bapuant  [enoTun  Bknag

SLC1A2 rs3794087 TG

45



I LTI IR I I Il I I IR Il I I IRl I 1Tl
SO0 RRRRRORRIRRORRIRRORRORNNRBORRRRNNRBRRRRBRRRORINRNRRRORNRDBRRNRRNRBRNRRRRAYYY

PacnpocTpaHeHHble 3aboneBaHus

PesMaTongHbIN apTpuT

CpenHWI pucK 0.46%

Baw puck

PeBMaTOMAHbIN apTpUT — 3TO XPOHNYECKOe BOCNaNMTebHOE ayTOMMMYHHOE
3aboneBaHne, OCHOBHbEIM MPOSIBAEHMEM KOTOPOro ABNAETCS O4HOBPEMEHHOE
nopaXKeHne HeCKoNbKUX, Yallle Menknx, cycTaBoB. PacnpocTpaHeHHOCTb BO BCEM
Mupe coctaBndeT npumepHo 0,5-1% HaceneHuna. XeHwmHbl bonetoT B Tpu pasa
valle MyXUYKMH.

B ocHoBe 3aboneBaHusa nexuT XpoHM4YecCckoe BoCrnajleHne obonoyku CyCTaBa,
npmeogduiee K Hapyw eHnto ero CI)yHKLLl/Il/I. 370 CBA3AHO CTEM, YTO MMMYHHAad
CncrteMa opraHn3Ma oW MBOYHO pacno3HaeT CcobCTBEHHbIE TKAHU Kak Hy>XepoaHble
N aTakyeT nx. PEBMaTOI/I,D,HbIl;I aApPTPUT MOXET HadaTbCA C noboro CyCTaBa, HO 4Yalle
BCero CTpafatoT najablbl N 3aNACTbA.

ObblYHO NopaxKeHVe NPOUCXOANT CUMMETPUYHO, TO eCTb MOBPEXAat0TCA
OAMHaKOBbIE CyCTaBbl CNpaBa 1 cneBa. Bce 3To MoxeT conpoBOXA4aTbCA yCTanocTbHo,
cnabocCTblo 1 yTpeHHel CKOBaHHOCTbIO B CycTaBax. B page cnyyaes HabnwogaoTcs
rpynnonofobHble CMMATOMbI BK/tOYAs HEBLICOKM A Xap.

'eHeTUYeckue pakTopbl pUCKa
peBMaTOMAHOIO apTpUTa

BapwuaHT bl, noBbIWatoWwmne puck BapwuaHT bl, NOHMXa oW e puck

[eH Bapuant  [eHoTun  Bknag ["eH Bapvantr  [enotun  Bknag
ARID5B rs10821944 GG - rs657075 GG

PLD4 rs2841277 T NFKBIE rs2233434 AA

B3GNT2 rs11900673  TC - rs12529514 T

PTPN2 rs2847297 AG PDE2A rs3781913 TG

ANXA3 rs2867461 AG
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PacnpocTpaHeHHble 3a60N1€BaHNS  sassese

AHeBpu3mMa bproWIHOro oThena aopThl

CpenHu1 puck 4.2%

Baw puck

AHeBpr3Ma bploWw HOro oTAeNa aopThl — 3TO HebonbLas NoOA0CTb, B BUAE MeLl 04Ka,
KOTopasi MOSBAAETCS NPV MCTOHYEHU N CTEHKM DPIOWHOI0 OTAEeNa aopThl,
HanoNHSAETCA KPOBbLIO U pacTeT B paaMepax. [1poncxoaunT sTo BCleAcTBue
pa3Ho0bpasHbIX MOPaXKeHW I, CHMUXXaloW X MPOYHOCTb M 31aCTUYHOCTb COCYA M CTOM
cteHku. OCHOBHad NpUYMHa — aTepockfiepo3, Koraa 13-3a obpasoBaHus
X0NIeCTEepPUHOBLIX bW eK HAapyLL aeTCH LLeNIOCTHOCTL apTepuin.

3HaunTeNbHO pexe aHeBpM3Ma BpIOLWHOrO OTAENa a0pPThl NOABAAETCHA BCeCTBU E
TPaBMbl, UHPEKL MW NN KaKMX-NTMD0 BPOXKAEHHbIX 3aboneBaHmnin. My>X4YnHbl
CTpafaloT eto Yallle, YeM XeHUW W HbI. bonbloe 3Ha4YeHe nMetoT
npefpacnonaratouine GakTopsl, TakMe Kak BbICOKOE KPOBSIHOE aBNeHue,
OTArOULEHHAA HACNeACTBEHHOCTb, BO3pacT CTaplle 99 feT, n3bbiTouHas Macca Tena
M KypeHue.

B HekoTOpbIx ciydasx 0TMeYaloTcs cnefyolie CUMNTOMbI: OWyLLeHne
NyIbCUPOBaHMS B XMBOTe, MOXoxee Ha cepaLebneHune (yaule Bcero s1o
GUKCKPYETCSA B MONOXEHM U flexa Ha XMUBOTE), 3M1M304MYeckme HeMHTEHCUBHbIE
6o, 06bIYHO NTOKANM3YIOLLMECS B HUXKHEI NMON0BMHE XNBOTa U/WUAN NOACHNYHOMN
obnactu. KpariHe pefko becnokouT bonb B cTonax, nobnefHeHe KOXM HUXKHMX
KOHEYHOCTEeW, aHOpPEeKCU S, OTPbIXXKA, pBOTa 1 3anopsbl. [1pn paccnoeHnn aHeBpU3Mbl
YefnoBek MOXET MOYYBCTBOBATL BHe3aMHy cnabocTb, rofoBoKpyXeHue, y4alleéHHoe
cepaLebneHne, nogsneHne Unm ycuneHue bonen B XMBOTE, @ TakXKe B HUKHEN
4aCTW CMVHbI, U faxe NOTepATb CO3HaHMeE.

feHeTHU4YecKkue pakTopbl pUCKa aHEBPU3Mb
bplowHOro otaena aopThl

Bapwa HT bl, NOBbILWaOWne puckK

["eH BapvaHt  [eHotun  Bknag

LRP1 rs1466535 AG
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OTocknepos

CpenHu1 puck 2.5%

Baw puck

OTtocknepos — 370 3abofieBaHW e, xapakTepu3ytoL,eecsi 3HaUNTeNbHbIM YXYA L eHeM
MW faxe NoTepei Cinyxa 1U3-3a NaToSIorM4eCckKoro pa3pactaHns TKaHu KOCTHOro
nabupuHTa yxa. Hactota pacnpoctpaHeHuna coctaBnaeT 4-8% B obuient nonynaumnm.
BcTpeuaeTca B OCHOBHOM Y XXeHUWMH B Bo3pacTe 40-45 neT, Ho bbiBatOT U

M CKIIOYEHN 4.

[TpnuUMHbBI pa3BnTUA o0Tockepo3a Hen3BecTHbl. Y 60% BonbHbIX €CTb aHaNorMyHble
cnydau B ceMbe, MO3TOMY MpefnofiaraeTcsd HacnenoBaHue 3aboneBaHums.
Pa3BrBaeTCcd OHO 04eHb MeAEHHO, Y TONIbKO B HEKOTOPbIX CAly4adX HOCUT
MNporpeccupylownin xapakTep.

TeueHne BoNe3HM MOXET Ha Kakoe-To BpeMA MPMOCTaHaBAMBATLCS 3aTEM N0[
BO34enCcTBMneEM HebnaronpnaTHbIX GakTOpoB CHOBA BO30OHOBNATLCH, MPUBOAS K
abcontoTHoM rnyxoTe. OTMeYaloT cneayoLlme CMMNATOMbI OTOCKJ1epo3a:
HapacTalLLan TyroyxocTb (06blYHO Ha 06a yxa), ynydleHne cnyxa B WyMHOW
obcTaHoBke, BonbHOM NNOX0 pa3bupaeT pedb NpU rNOTAHUW N XEeBaHUN, TAXeNo
NepeHoCUT MOCTOAHHBIN WyM B yuwax, B 40% cnydaeB HabnogaeTcs
ronoBokpyxeHue. Ha nobon ctagunm 3aboneBaHne MOXHO 1e4nTb
MeLNKaMEHTO3HbIM MyTEM.

'eHeTHUYecKue paKTopbl pUCKA OTOCKIIEepo3a

BapwuaHT b, noBbILIaOLWNe PUCK BapwuaHT bl, NoHMX@oLMNe puck
[eH Bapuant  [eHotvn  Bknapg [eH Bapvant  [eHotvn  Bknag
- rs4667276 1T RELN rs3914132 1T
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Pak npepcratensHoun Xxenesbl

CpenHu1 puck 0.44%

Baw puck

Pak npefcratensHoW Xenesbl — 370 3/10Ka4eCTBEHHOe HOBOObpasoBaHue,
nopaxkatollee TKaHW npocTaThl. ¥ MyxumnH Mmonoxe 40 neT pacnpocTpaHeHHOCTb
3abonesaHnd coctandet 1 cnydan Ha 10 000 yenoBek, B 60 net - 1 Ha 100, a nocne
75 - boneeT KaxabliM BOCbMOM NpeAcTaBuTens CMAbHOrMo nona. JJo cnx nop Bce
MPUYNHBI BO3HUKHOBEHW A paka NpoCTaThbl HE BbIACHEHbI.

TOYHO M3BECTHO, YTO YEM BhILLIE YPOBEHbL MY>XCKOMO MOJIOBOIO rOPMOHA —
TEeCTOCTEepOHa, TeM BEPOSTHEE BO3HMKHOBEHM e 310Ka4YeCcTBeHHOW onyxonu. K
dakTopaM pucka OTHOCHAT MOXMI0N BO3PACT, FEeHETMYECKY0 NPeapacnoNoXeHHOCTs,
MMEIOLLYIOCS MPOrpeccu pytoLLyto ageHoMy NpocTaThl, M0XYlo 3Konornio, paboty ¢
KagMueM (cBapoyHble 1 Tunorpadckme paboTel, MPOM3BOACTBO PE3NHbI), KypeHue,
HenpaBuIbHYIO AneTy (MHOTO XM BOTHbIX XV POB, Mano kietyatku). 3abonesaHne
MOXEeT MPOABAATHCS yYalleHHbIM 3aTPYAHEHHbBIM MOoYencnyckaHmem, bonamu B
MPOMEXHOCTN, KPOBbIO B MOYe U CrepMe.

Ho MoxeT npotekaTb 1 abcontoTHo beccuMnToMHO. M Toraa nepseiM NpodABAeHN EM
3aboneBaHNd CTaHYT NPU3HaKW, KOTOPbIe XapakTepHbl A% MeTacTa30B: bosb B
rpyaun n kocTsax (1as, befpo, No3BoHOUYHWK], NepesoMbl. B crnbHO 3anyLyeHHbIX
Cly4aax MOryT pa3BMTbCS 0CTpad 3agepXkKka Mo4yn, ncToleHne n cnabocTs.
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'eHeTUYecKkne pakTopbl pUCKa paka
npeacraTesibHOM XXenes3bl

Bapwa HT bl, NOBbILWaOWne puckK

["eH
FERMT2
SIDT1
RAD51B
TRIM8
ZGPAT

AFM
FARP?2
EBF2

BapviaHt
rs8008270
rs7611694
rs7141529
rs1270884
rs3850699
rs6062509
rs12155172
rs11650494
rs1894292
rs3771570
rs11135910
rs2427345

[eHoTMN

T
AA
cC
GG
AG
TG
GG
GG
AG
cC
CC
TC

BapVIaHT bl, MOHMWXXa oW e pnuck

[eH
KCNN3
MMP7
ARMC?2
MDM4
NOTCH4
GRHL1
RGS17
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Bapwuant
rs1218582
rs7241993
rs11568818
rs2273669
rs4245739
rs3096702
rs11902236
rs1933488

["eHoTMN
AA
cC
T
AG
AA
AG
TC
AG

PacnpocTpaHeHHble 3aboneBaHus

Bknag
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XpoHn4yeckas MuenonponndepaTtuBHas
bonesHb

CpenHumn puck 0.033%

Baw puck

XpoHuyeckaa MuenonponupepatneHad bonesHb — 3To rpynna 3abonesannia, npu
KOTOPbIX B KOCTHOM MO3re BbipabaTbiBaeTCd CANLLIKOM MHOIO 3pUTPOLLUTOB,
NernKoLnTOB MM TPOMBOLMTOB, YTO MOXET CMPOBOLLMPOBaTh BO3HMKHOBEHM €
XpOHMYecKkon nenkemmu, Tpombo308 U nMmbom. BeTpeyaeTca npakTmyeckn
OLVMHaKOBO YacTo Y MYXUYUH 1 XeHLWKH. [TpnynHom 9BRatoTca reHeTuyeckme
bakTopbl.

OCHOBHbIMU KANHKUYECKN MU npoABIEeHNAMKN CTAHOBATCA YyBEJIMHEHN € J'Il/IMq)Oy3)'IOB
N ceneseHkKn, CHM>XeHrne MacCcCol TeJjla, a TakKXxXe yBeJin4yeHne XXnBOTa N3-3a
HaKoMjaeHnd B HEM BObl. Bo3MoxHOo nosBneHne KpoBOoMnoATeKOB. JleyeHne B
OCHOBHOM CMMINTOMAaTN4eCKOE.

B pane cnyyaeB BoCnoNHAOT AeduUnT XXenesa n Gonmesort kKMcnoTol. [1pn Taxenbix
COCTOAHMAX MOXeT noTpeboBaTbCA NepennBaHne KPOBM UK yaaneHne ceneseHkn.

feHeTnYeckne paKTopbl PUCKA XPOHUYECKOMU
MuenonponaudepaTUuBHou bosiesHu

Bapwa HT bl, NOBblWaWne puck

[eH Bapuant  [ernoTun  Bknag
ARFIP1 rs12500918  AA
JAK? rs10974944  CG
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dnunencud

CpenHWI pucK 0.52%

Baw puck

3nnnencmsa — 04HO M3 CaMblX PACNPOCTPaHEHHbIX 3aboNeBaHnii HEPBHOW CUCTEMBI,
XapakTepu 3yl eecd BHe3anHbIMy NOBTOPAIOLW UMUK CA CYAOPOXKHBIMUW NpunagKkamu.
KonnuectBo 60NbHbIX 3nMIENcren B HEPBHbIX OTLEIEHUAX COMATUYECKMUX KITMHUK
coctaBngeT B cpegHeM 9%. Okono nofoBMHbLI U3 HUX Mofloxe 15-1eTHero Bo3pacTa.

[To NnpMyYmMHaM BO3HUKHOBEHM A 3NUNENCHI0 Knaccu du LM pyOT Ha Tpy BM A a:
CMMNTOMaTMYecKasd — KOrga MOXHO 00HapyXUTb CTPYKTYPHbIN LedeKT rofloBHOMo
MO3ra, HanpuMep, KUCTY, OMyX0/b, KPOBOM3AUAHWNE UM NOPOKM Pa3BUTUS;
namonaTnyeckasa - UMeeTcd HacneACTBEHHAA NPeapacnoNoXeHHOCTb, MPKU 3TOM
CTPYKTYPHble M3MEHEHWSA B MO3re OTCYTCTBYIOT; KPUNTOreHHasa — MPUUMHY
3aboneBaHnd BoIABUTL He yaaeTca. CaMblM xapakTepHbIM MpU3HaKkoM bonesnHu
SBNSETCS CYAOPOXHbIA NpUNagok, Npu KoTopoM bonbHOM NafaeT, n3naBas Kpuk,
TYT XKe Yy Hero NosBAATCS TOHMYECKM e CYL,0POrK, FON0Ba 3anpoku ibIBaeTCs, 3padkin
3akaTblBalOTCA, MLL0 biefHeeT, YeNCTb CKMMAETCH, a bixaHWe 3aaepxuBaeTcs. Y
MHOTVX NOAEN 3TOMY COCTORHM IO NMpefLl ecTByeT aypa, KoTopas MHANBM AyaNbHa B
KaXA0M KOHKpPETHOM ciyyae, Ho bnarofaps er bonbHOM MoXeT Kak bbl
npeayyBCTBOBaTL NPUBAMKEHME NpUCTYNa.

,D,J'Iﬂ NiedeHnAa NCNonb3yrT NPOTUBO3NMMNNENTNHECKK e MpenapaThbl.

'eHeTUYeckune pakTopbl pUcCKa anNUIencum

Bapwa HT bl, NOBbILWaOWne puckK

["eH BapvaHt  [eHotun  Bknag

CHRMS3 rs12059546  AG
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AHKMUNO3UPYHOLLUN CNOHOUINUT

CpenHWI pucK 0.24%

Baw puck

AHKMNO3NPYOLW MK CNOHANAWUT — 3TO pefilkoe CMCTEMHOE XpoHMYeckoe 3aboneBaHne
cycTaBoB [MpenMyLLecTBeHHO NO3BOHOYHMKA)], CONMPOBOXAAl0LW Eecsd orpaHnyeHnem
MX NOABMXHOCTK. 3aboneBaemMocTs B cpefHeM no Poccnm coctasnsaet 0,05%.
BonetoT cnoHAMAMTOM Yalle Myxx4mHbl B Bo3pacTte 20-40 neT.

[laHHas natonorns pa3BmnBaeTCcs B OCHOBHOM Y JIOAEN, KOTOpbIEe MMeloT
HacneACTBEHHYIO NpefpacnonoxXeHHocTb (HocuTenscteo reHa HLA-B27) v
reHeTnyeckme 0cobeHHOCTN MMMYHHOM cucTeMbl (redbl ARTST n IL23R). MepBbiMy
Npu3Hakamu 3Toi bonesHn 9BRAIOTCS Hepe3kue bonn B parioHe KpecTua, MHOrAa
Tak>e B naxy n B 0bnactv BHelW Hel CTOpoHbl benep. HapywaeTcs coH, a no ytpam B
CNMHE YyBCTBYETCS CKOBaHHOCTb, TPYLHO BCTaBaTb C MOCTENN.

CocTosiHMe ynydlaeTcs Npu «pa3paboTke» CyCTaBOB M YXYA LI AeTCs B COCTOAHMU U
nokos. [ocTeneHHO, MHOrAA Yepe3 HECKOMbKO fleT, MosaBAAOTCA bonu u
CKOBAHHOCTb B 0b6n1acTut Weu 1 cnuHbl. HakNoHbl B pa3Hble CTOPOHbI 3aTPYAHEHbI U
bonesHeHHbI.

'eHeTUYeckue pakTopbl pUCKa
aHKUNO3UpYyloLlero CNoHAUNUTA

BapwuaHT bl, noBbIWatoWwmne puck BapwuaHT bl, NOHMXa oW e puck

[eH Bapuant  [eHoTun  Bknag ["eH Bapvantr  [enotun  Bknag
CARD?9 rs1128905 CcC ZMIZ1 rs1250550 AC

IL6R rs4129267 cC

ERAP1 rs30187 TC

IL23R rs11209026 GG
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ObceccnBHO-KOMMYJIbCUBHOE
PacCTPOMUCTBO

CpenHumn puck 0.7%

Baw puck

ObceccnBHO-KOMMNYNbCMBHOE PACCTPOMCTBO — 3TO MCUXMYecKoe 3aboneBaHue,
XapakTepw3yloL,eeca MOCTOAHHBIM HanM4YneM HaBA3YMBbIX MbICIER U LEeV CTBU I
(pvTyanos), MewatwoLwmnx HopManbHOW XM13HK. PacnpocTpaHeHHOCTb cpeau
B3pOC/I0ro HaceneHns coctasndeT npumepHo 1-3 cnyyaa Ha 100 venosek. [1pu
0bceccrBHO-KOMMNYNbCMBHOM paccTponcTee y 60NbHOMO HEMPOW3BOIEHO
NOSABNATCA HAaBA3YMBLIE, Mel allie UK nyraoume Moicav (obceccnm).

OH nocTosiHHO 1 be3ycnelw Ho NbiTaeTcs 136aBMUTbCA OT BbI3BAHHOW UMW TPEBOTY C
MOMOLLbIO CTOMb XK€ HaBA3UYMBbLIX N YTOMUTENbHbIX AN CTBUI, KOTOPbIE OH
nosTopseT pas 3a pasom (Komnynbcun). Knpumepy, ctpax 3arpasHeHuns. [Mpu
CONPUKOCHOBEHU M C KakKMM-11MBo rpsa3HbIM, MO MHEHWI0 BonbHOMO, NpeaMeToM
BO3HMKaeT AU CKOMdOPT, TpeBora v HaBA34M BblE MbICIIN.

UTobbl M36aBMTHCA OT 3TOr0, YenoBek HaYMHAeT NOCTOSHHO MbIThb pyku. B kayecTse
NnevYeHns NPUMeHsIoT KOTHUTUBHO-NOBEAEHYECKYI0 NCUX0oTepanmio OTAENbHO UK B
CoYeTaHM M C MeIMKaMeHTO3HbIM ledeHnemM (Mpu Hannynm genpeccuu y

nauuneHTal. HekoTopblie Bpaun pekoMeHayloT nposefeHmne brnanotepaneBTMyeckmnx

npoueayp.

'eHeTnYeckue pakTopbl pucka obceccuBHoO-
KOMMY/1bCUMBHOIO PacCTPOMUCTBA

BapwuaHT bl, NoBbILIAOLNE PUCK

[eH Bapuant  [eHoTun Bknag

ARHGAP15 rs11898020 GG
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Pak Mo4yeBOro ny3bips

CpenHu1 puck 0.072%

Baw puck

Pak Mo4eBoro ny3sipsa — 370 3aboneBaHune, 0bycnoBfeHHOEe BO3IHUKHOBEHW EM
3/10Ka4YeCTBEHHbIX HOBOODOpa3oBaHM M B TkaHAX Mo4eBoro ny3bipa. OHo cocTaBnseT
okono 2% Bcex oHkocnydaeB. 1k 3abonesaeMoCTV NpUXOAMTCA Ha BO3PAcCT OT 40
no 80 nert.

K dakTopaM prcka 0OTHOCATCA KOHTAKT C aHUMHOBBIMU KPacUTENAMM U UX
KOMMNOHeHTaMu, paboTa B KOXHOW, PE3NHOBOW MM NaKOKPACOYHOM
MNPOMBbILNIEHHOCTU, KYpPEHNE, MPUMEHEHW E HEKOTOPbIX JIEKapCTBEHHbIX CPEACTB
(Hanpumep, unknodpochammnaal, xpoHnueckume 3abonesaHrs MoYEBOr0 Ny3bips,
rOPMOHaNbHble HapyLll eHW A 1 reHeTuyeckaa npegpacnonoxerHHocTs. B 60-80%
Cly4aeB nepBbIM NPU3HaAKOM sB/seTcs obHapyxeHue KpoBK B MoYe (rematypus).
[TpryeM 370 MoXeT BbITb OAHOKPATHBLIM IBAEHUEM W HE MOBTOPATHCS B TeYeHM e
HECKONbKNX MECALLEB UM J1ET, YTO CyLLECTBEHHO 3aTpPyAHAET CBOEBPEMEHHOE
ANarHocTMpoBaHne bonesHu.

Takxe K PaHHUM CMMNTOMaM OTHOCATCA bonesHeHHoe u yHauw eHHoe
Mo4YencnyckaHme, oulyweHmne He noJIHOCTbO OMOPOXKHEHHOT0O MOYEBOT0 MYy3bIP4A,
JIOKHblE MO3bIBbl N HEAEPXaHNEe MOYN. |_|pl/| rnporpeccnpoBaHn N paka NoABIATCH
bonesble oy eHna BHN3Y XMNBOTa, KOTOPble BNOCNEACTBM N PAaCPOCTPaHAKTCA B
obnactb MPOMEXHOCTW, Ha MoJI0Bble OpraHbl, Kpectew, n 6e;1po. JleyeHne moxeTt
bbITh onepatnBHbLIM N KOHCEPBATM BHbLIM [XI/IMI/IOTepal'Il/I‘Fl, NMMYHOTEPANnNA 1
JiydeBad TepaI'II/I‘Fl].

'eHeTUYeckune pakTopbl pUCKa paka
MOYeBOro ny3bIpsa

BapwuaHT bl, noBbIWatoLWwmne puck BapwuaHT bl, NOHMXatoLwne puck
[eH Bapuant  [ernoTun  Bknag [eH Bapvant  [enotun  Bknag
- rs9642880 T TACC3 rs798766 cC
JRK rs2294008 T - rs8102137
- rs1495741 AA - rs1014971 TC
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ba3anbHOKNETOYHLIN pPaK KOXXU

CpenHu1 puck 0.082%

Baw puck

Bazanuoma - 370 onyxob, MeAseHHO PacnNpoCTPaHSAIoLLascs B MOBEPXHOCTHOM Crl0e
Koxu. OHa coctaBndet 70-75% cnydyaeB paka Koxu. Haule Bcero obHapyXvBaeTcs B
Bo3pacTe nocne 50 net, B 04eHb peAKMX Cy4aax MOXeT NOABAATLCA Y AeTen U
NOLPOCTKOB.

Y MY>XUYMH 1 KEeHLLMH BCTpeYaeTcs C 0A4MHAKOBOM YacToTon. [1o cTeneHun TaxecTu
3aHMMaeT NPOMEXYTOYHOE MONIOXKEHM e MeX Ay A00poKayeCTBEHHbIMU U
3/10Ka4eCTBEHHbIMW onyxonaMu. OCHOBHbIE MPUYUHBI BOSHUKHOBEHN S —
ANnTensHoe npebbiBaHMe Ha COMHLE, MOHU3NPYIOLLEE N3NTYYeHM e, BO3AENCTBME
KaHL,epOreHHbIX BELLEeCTB U reHeTnYeckas NpeapacnonoXeHHOCTb.

basannoma, kak NpaBno, NOABAAETCA Ha OTKPbITBIX KOXHbIX MOKPOBaX.
N3nobneHHbIMM MecTaMu NoKanu3saumnm aBRstoTca BepxXHaa ryba, yronku rnas,
KPbINbA HOCa U HOCOrybHble cknafku. HecMoTpsa Ha [OBONIbHO bonbLoe
pa3Hoobpasue knMHMYeckmnx dopm, bazanroma obbl4HO BEIFNSANT Kak Hebonbl oe
[,0BONILHO nioTHoe be3bosiesHeHHoe obpa3oBaHue (y3enok), KOTopoe BO3BbILLaeTCs
Haj YPOBHEM KOXM.

I eHeTUYecKue paKTopbl pUCKa
6a3anbHOKNETOYHOr0 paka KOXXH

BapwuaHT b, noBbIWatoLne puck BapwuaHT bl, NOHMXatoLne puck
[eH Bapvant  [eHotvn  Bknapg [eH Bapvant  [eHotvn  Bknag
MC1R rs1805007 TC UBAC?2 rs7335046 CC

: rs12210050  CC
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bone3Hb Xo0AXXKMHA, HOOYNSPHbLIN CK1epo3

CpenHu1 puck 0.0064%

Baw puck

BonesHb XoaXXKMHa — 3T0 3/10Ka4eCcTBeHHOe 3abosieBaHne NMMbaTyeckom
CUCTEMbI, KOTOPOMY XapakTepPHO yBennyeHne NMM@Ooy3/0B 1 ceneséHkun, obuiee
MCTOLLEHWE OpraHM3Ma v ynafok cuil. NposaBngeTcs oHO B OCHOBHOM B BU e
HOLYNSPHOr0 CKNepo3a — pybLL0BOro mopaxeHna BOCNaleHHbIX y4acTKOB
MMMbonaHON TKaHW. Yallle UM CTpafatoT MONoLble XEHLLWHBI.

3aboneBaHne HaunHaeTcs c uameHennsa B IHK ogHoro numeoymnTa, B pesynbraTte
4ero KAeTkn UMMYHHOW CUCTEMbl UK AEeNATCA U pacTyT DeCKOHTPOABLHO, AN He
oTMupatoT cTaped. [lpeanonaraeTcs, 4To MPUYMHON MOTYT BbITh BMPYChl repreca,
flekapcTea, nofasnsiolime UMMYHUTET (Mpenapatsl, NpYMeHaeMble B le4eHn
paka, CTepouaHble TOPMOHbI] 1 ayTOMMMYyHHble 3aboneBaHnd (peBMaToM AHbIN
apTpuT, KpacHas Bonyarka). LanTenbHbI KOHTAKT C NecTMuuaaMmu, repbuumpamu,
OpraHM4YyeckMMK pacTBOpUTENAMN, BeH30naMmn 1 APYrUMN XUMUYECKU MU
BellleCcTBaMU yBENMUYMBAET PUCK BO3HUKHOBEHNSA TUMBOMbI.

B HekoTopbix cnydaax bone3Hb XoaXXKMHa nepefaeTcd No HacneacTsy. 3aboneBaHne
0b0bIYHO HauMHaeTcd ¢ be3boneaHeHHOro yBennyeHna nMMbaTnyecknx y30B Ha
doHe NonHoro 300poBba. Yatle BCero sTo NpovcxoanT B rpyaHoi (obHapyxmnBaeTcs
C/y4arHoO BO BpeMa peHTreHorpadum), HaakIYNYHOW W WerHol obnacTax.

'eHeTUYeckue pakTopbl pucka 6onesHu
Xoa)KKUHa

Bapma HT bl, NOBbIWAaOWWUe pUCK

["eH BapvaHt  [eHotun  Bknag
- rs9268528 GG
- rs9268542 GG
- rs204999 AA
- rs6903608 1C
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PacnpocTpaHeHHble 3a60N1€BaHNA  sassese

CucteMHas KpaCHAaA BOJIHaHKaA

CpenHu1 puck 0.045%

Baw puck

CncrteMHada KpacHasa Bol4aHKa — 3T0 XPOHMYeCKoe ayToMMMYHHOe 3aboneBaHune,
NPUBOASLLEE K Pa3pyLLEHWIO COeAUHNTENBHON TKaHW 1 cocynoB. B pasHbix
pernmoHax exxeronHo 3abonesaet 1 3 400-2 000 yenoBek. bonesHb MOXeT HayaTbCH
B NtobOM BO3pacTe, HO Yallle pa3BMBaeTCa y XeHuwmH oT 15 o 35 nert.

ToyHble MPUYNHBI HE YCTaHOBJIEHbI. HpOCJ’IG)KI/I BaeTCd reHeTn4yeckada
npenpacnosioXeHHOCTb. cDaKTOpaMl/I prcKa ABNAKTCA BUPYCHbIE l/lHq)eKLI,l/Il/I,
ropMoHalibHble N3MEHEHWNA, MCUXO3MOUWMOHAJIbHbIE TDA@BMbI, MOCTOAHHOE
I'Ipe6b|BaHl/|e Ha ConHue, aaneprndeckmne peakuymnm Ha NpoayKTbl NMMTaHNA U
JleKapCTBeHHbIE Belw, eCTBa.

3aboneBaHue 3aknt04aeTCA B TOM, YTO UMMYHHas CMCTeMa He y3HaeT CobCTBEHHbIe
KNeTKV OpraHmn3Ma v HauymHaeT YyHUUYTOXaTb MX. 3To nposBageTcs bonb nm
KOJIMYeCTBOM CMMMNTOMOB M3-3a NOPaXXeHN A TKaHen 1 COCyA0B NPaKTUYeckn BCex
opraHoB v cucrteMm. O4HWUM 13 NepBbiXx MPU3HAKOB KPACHOW BOMYAHKM CTaHOBUTCH
BOCMalieHne CycTaBoB, 13-3a KOTOPOro OrpaHnynBaeTCs UX NOLBUXKHOCTb.

FeHeTnYeckue pakTopbl PUCKA CUCTEMHOM
KPacHOMU BOJIYAHKM

Bapma HT bl, NOBblIWaWnne pnuck

[eH Bapuant  [enoTun  Bknag
KIAAO3T9L  rs2275247 T
JAZF1 rs1635852 TC
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[lepBUYHLIN CKNEPO3NPYIOLLNUU XONAHTUT

CpenHu1 puck 0.016%

Baw puck

[TepBUYHBIN CKNEPO3UPYIOLLWI XONaHTUT — 3TO XPOHMYECKOe NporpeccupyloLlee
BOCMafleHV e BHYTPU - 1 BHEMEYEHOUHbIX XeNYHbIX MPOTOKOB, MPMBOAALLEE K UX
CYy>XeHW 10, B pe3yfibTaTe KOTOPOro MPOMCXOAMT 3acTom xXenun. [lnarHoctupytot
3aboneBaHne, kak npasuno, kK 30-40 rogam, n B 70% cnydaeB — y My>XUKH.
3TVMonorng Hen3BecTHa.

[Tpennonaraetcd ydacTue Kak reHeTMYecknx, Tak u npuobpeTeHHbIX GakTopos,
NPMBOAAULNX K @yTOMMMYHHOMY MOPa>KeHM 0 1 Pa3pyLL EHWI0 XXENYHbIX MPOTOKOB.
3acToABLlW aACs Xenyb HauyMHaeT NoCTynaTb B KPOBAHOE PYC/lo, 1 Yy YesoBeka
pa3BMBaeTcs Xentyxa. HaunHaetca 6one3Hb 0bbIYHO NOCTENEHHO U BEeCCMMNTOMHO.

B,El,aJ'IbHeVILLIeM NOSIBNAETCA KOXHbIM 3y4, O6L|_Laﬂ CJ'IEI6OCTb, noXenteHne KoXn n
rnas. Yacto 370 conpoBOXOaeTcd noxygeHnem, nepnognyecCKknMmM noBbllleHnNeM
TeMnepaTypbl Teja U bonamu B xmBoTe. Ha NO3OHUX CTagnAx 3aboneBaHn4
pa3BnBatoTCA NeYyeHo4YHas He0CTaTOYHOCTb, nopTajibHaA r<MnepTeH3nd, acuynT.

'eHeTUYeckne pakTopbl pUcka NnepBUYHOTIO
CKNIepo3UpYyloLLlero XoJ1aHruTa

BapuaHT bl, noBbIWAOWME PUCK BapuaHT bl, NOHWI@OWMNE PUCK
[eH BapvaHt  [eHoTun Bknag [eH Bapuant  [eHoTumn Bknag
CD226 rs1788097 TC - rs7426056 GG

- rs56258221 TC
PRKD2 rs60652743  AA
- rs13140464 GG
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CuHppom bpyrapa

CpenHWI pucK 0.21%

Baw puck

CuHapom bpyraga - 370 reHeTn4Yeckoe 3aboneBaHue, xapakTepun3ytoLLeecs

Hapylw eHVeM cepiuebneHna BNOTb L,O HACTYNIEHNS BHE3aNHOW CEpAEYHON
cMepTu. BetpevaeTtcs ¢ vactoton He MeHee T cnydada Ha 10 000 yenosek. MoxeT
HayaTbCca B Ntobom Bo3pacTe, 1 B 8-10 pas yalle oTMeyaeTcs y ML, MYy>XCKOro nona.

CuHapom bpyrana nepepaercsa no Hacnencrsy. B ero ocHoBe nexnT

XM 3Heyrpoxatoulas 3agepxkka HepBHOro MMnynsca B cepaue. ObblyHO 370
MPOMCXOAMNT BO CHe, Yallle BCEr0 BO BTOPOWM MONOBUHE HOUYM, MW B COCTOSHU U
noKos.

CumTaeTcs, 4TO MMEHHO NONIOXKEeHM e exa B COYeTaHU N C 3aMeIeHneM cepeyYHom
AeATeNbHOCTU NMPUBOANT K HEMPaBMIIbHOW perynsumnm putMa cepnuebunennii. B
bonblWMHCTBE CyYyaeB AMArHO3 CTaBMTCSA MOCMepTHO. [1pu3HakaMu 3Toro
CMHOPOMa MOryT DbITb BHE3aMHbIE MOTEPW CO3HaAHUA UK NpefobMopoyHoe
COCTOSIHME, Ol YLLeHMe YCKOPEHHOTo cepaLiebreHns N HexBaTKa BO3yXa.

'eHeTUYeckune pakTopbl pUcka CMHAPOMa
bpyrapa

BapuaHT bl, noBbIWAOWME PUCK BapuaHT bl, NOHW@OWMNE PUCK
[eH BapvaHt  [eHoTun Bknag [eH Bapuant  [eHoTumn Bknag
SCN10A rs10428132 TG SCNbBA rs11708996 GG

- rs9388457 TC
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Henpobnactoma

CpenHu1 puck 0.011%

Baw puck

Henpobnactoma - 3T0 sMbpmnoHanbHana 310Kka4YecTBEHHAdA ONyXob CUMMNATUYECKOWN
HEepBHOW CMCTeMbI, MOpaxatoL,as KOCTHbI M0o3r pebeHka. HYacToTa 3aboneBaemMocTy
coctasnset npumepHo 1 cnydain Ha 100 000 peten po 15 net. 3 Hnux 90%
HelipobnacTtom obHapyxvBaeTcs 40 S-leTHero Bo3pacrta, MHOrAa Npu poXAeHu U
AN gaxe A0 Hero.

Manbunku u O EBOYKMN bonetoT O0AMHAKOBO 4acCTo. ﬂpl/I‘-H/IHbI TOYHO HeM3BeCTHbI. B
peaoKnX ciydadax NpocyiexXmnBaeTcd HaCcle4CTBEHHOCTb.

[TepBOHa4anbHble CUMNTOMbI MOFYT UMUTVMPOBaTh Pa3nyHble NnegnaTpuyeckne
3aboneBaHun4d. [1pn pocTe onyxonun B 3agHEM CPELOCTEHM M MPOUCXOAUT
pedopMaLna rpyaHON CTEHKN U MNOABAAETCA PeryaspHblA Kallenb, AblxaTeNbHble
paccTpoictBa, Npobnembl ¢ FOTaHMEM U MOCTOAHHbIE CpbIrMBaHKA. [1pn
HelpobnacTtome 3abploW MHHOMO NPOCTPAHCTBA YBENNYMBAIOTCA pa3Mepbl XXMBOTa,
pebeHOK MOXeT XkanoBatbca Ha bonb 1 AMCKOMOPT.

'eHeTU4Yeckune pakTopbl pUcKa
Henpob6s1acToMbI

Bapma HT bl, NOBbIWaOWNe pUCK

[eH BapvaHt  [eHoTun Bknag
HACE1 rs9404576 T
HACE1 rs4336470 CcC

LIN28B rs17065417  AA
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[nnomMma

CpenHWI pucK 0.026%

Baw puck

[Nvoma - camas pacnpocTpaHeHHas Onyxosb L,eHTpallbHON HEPBHOW CUCTEMBI,
nopaxatoLasa KJeTKN ros0BHOMO U CMMHHOIo Mo3ra. ITnonornyeckne Gaktopsl ee
Pa3BUTUS He YCTaHOBJIEHbI. HO M3BECTHO, YTO B 3aBMCMMOCTU OT XapaKkTepa
MMEIOLLMXCS FTEHETUYECKMX HApPYLL EHMIA BO3MOXHO NMOABAEHME PA3INYHbIX
BapVaHTOB [N OM.

CvMNTOMbI 3aBMCAT OT TUNa, pasMepa U MeCcTopacnonoxeHus onyxonu. B
3aBMCMMOCTN OT TOTO, KaKOW MMEHHO y4aCcTOK MO3ra nopaxKeH, HeBpoJlornyeckne
NPOABAEHWN A MOTYT DbITb N1t0OBIMUK — OT CNAaboCT NN OHEMEHU A L0 MOSBIEHNS
NpYNagKoB Yy YenoBeka, He CTpajaBLL ero paHee snuiencuen. Takxe BO3MOXHbI
npobnemMbl Co 3peHneM 1 peyblo, Hapyl eHe paBHOBECK S, M3MEHEeHV e B
NoBeLEHW N, YXyLALW EeHVNE NAaMATN, MbILLIEHUS N MHOTOE ApYyroe.

Jltoboe pa3pacCrtaHne B rojioBe MOXeT NpMBECTU K MNOBbIWEHWNIO OaBJIeHN 4,
rO0JIOBHbLIM 60ﬂ‘r'|M, TOWHOTE N pBOTE. Ho nHorga rimomMa He Bbl3biBaeT CMMINTOMOB U
ABJTAETCH <<CJ'Iy‘-IaVIHOVI HE]XO,EI,KOVI ». |_|pl/l NieHeHnn NpMMeHATCA NiydeBad U
XMMMOTEPann4d, a Takxxe Xmpyprm4eckoe BMellaTelbCTBO.
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I eHeTHUYeckue d)aKTOpbl PUCKa Nunombl

BapwuaHT bl, noBbIWatoWwmne puck BapwuaHT bl, noHMXaoLWwmne puck

[eH Bapuant  [enotun  Bknag [eH Bapuvanr  [enotun  Bknag
CDKN2ZB rs3217992 T - rs10120688  AA

- rs2151280 AA - rs4977756 AA

- rs7049105 GG - rs1412829 AA

- rs4295627 T TERT rs2853676 TC

- rs10116277 T - rs2252586 cC

- rs2383207 GG

- rs6470745 AA

CDKNZB rs1063192 AA

= rs2157719 T

ARCN1 rs498872 GG
- rs10464870 T
- rs891835 T
RTEL1 rs6010620 AG
- rs1412832 T
EGFR rs11979158  AA

- rs12544799  AG
= rs6985166 AG
PHLDB1 rs11603023 TC
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JiInMmdpoMa Xog)KKUHa

CpenHu1 puck 0.0091%

Baw puck

JInmdoma XopKKknHa - 370 310Ka4eCTBEHHOE 0MyxoneBoe 3aboneBaHme
AMMPaTMYecKom CMCTeMbl, KOTOpOe MOXET BO3HMKHYTL B 1t0bOM Bo3pacTe, HO Yalle
o1 15 0o 40 neT. My>XXUnHbl bonetoT MM vaule, YeM XeHWmrHbl. [TpruyunHoi
BO3HWKHOBEHM S MOTYT ObITb BMPYChl repneca, a B HEKOTOPbIX Cly4asx —
reHeTMyeckas npenpacnonoXeHHoCTb.

HaunHaeTca 3aboneBaHue C yBennM4YeHUa NTMMPaTnyeckmx y3n0B Ha GoHe NoSHOro
34,0p0oBbA. Halle BCero 3sTo NpoMcxoauT B FPYLHOW, HAAKMOUYUYHOM, LWENHON U
naxoBon obnactsax. KnepBbiM CMMNTOMaM MOTYT MPUCOEAVHNTLCA 3aTPYAHEHNE
ObIXaHWa 1 Kawenb.

BonbHble yacTo NoaBepP>XeHbl Pa3INYHbIM BUPYCHBIM MHOEKLLMAM, KOTOPbIE Y HUX
NpoTeKatoT ropa3ao Taxenee, 4eM y 34,0p0BbIX Nofel. B HekoTopbix ciydanx
MoBbIL aeTca TeMnepaTypa, NOSBAFEeTCS HOYHAS NPOAMBHASA NOTANBOCTb,
NPoOMCXOANT NOTePs Beca U CHUXKaeTcd anneTuT. oyt nonosmHa nogen ¢
nmmeomMon XoAXKKNHa XanyTcs Ha paCNpOCTPaHEHHBIN KOXHbIN 3ya 1 6onb B
NOpPaxXEHHbIX MMM baTUUeckmx y3nax (370 ocobeHHo xapakTepHo nocsie Npuéema
asKoOroJIbHbIX HAMMUTKOB.

'eHeTUYyeckue pakTopbl pUcka NUMPOMbI
Xo)KKMUHa

Bapma HT bl, NOBblWaWne pnuck

[eH Bapuant  [enoTun  Bknag
HBSITL rs7745098 T
EOMES rs3806624 AG
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[enaTouennonapHas KapuMHoMa

CpenHu1 puck 0.0083%

Baw puck

enaTouenntonapHasa KapymnHoMa — 370 Haubonee pacnpocTpaHeHHbIN BN paka
neveHu. [Nopsaaka 80-90% Bcex NepBMYHBIX 3N10Ka4YeCTBEHHbLIX HOBOODPa30BaH M I
NPUXOANTCH UMEHHO Ha renaTouesutoNsapHyto KapunHoMy. 3aboneBaeMocTs
cocTtaBnqaet 4-6 cnyyaeB Ha 100 000 HaceneHunq.

Pak Bo3HMKaeT, Koraa KfeTku nevyeHn HauyMHatT HEKOHTPOIM PyeMOo 1
becnopagoyHo nenntbca. OrpoMHyto poib B pa3BUTUK 3To BonesHn nrpatoT
XpOHW4Yeckne 3aboneBaHnd, cBA3aHHble C BUupycamu renatnta B, C u
ankoronnamom. B bonblwmHCTBE cnyvyaeB KapuMHOMa BO3HWKaeT Ha GoHe LMppo3a
neyeHu.

Tak>ke cyuLecTBytoT GakTopbl pMcKa, CBA3aHHbIE C TEHETUYECKMMU OTKNIOHEHNAMU 1
TokCMyeckuM Bo3gerctBneM. CUMATOMbI pa3nnyatoTcs B 3aBMCMMOCTM OT pa3Mepa
HoB00DpPa30BaHWI, NX PACMONOXEHUS U HANUYMSA MAKU OTCYTCTBMSA COMYTCTBYHOLLL M X

3aboneBaHnin. Ho B 0OCHOBHOM 3TO TOWHOTA, pBOTA, ObICTPOE HackiWeHMe, cnabocTs,
brenHo-cepbli («3eMANCTbIN») OTTEHOK KOXHbIX MOKPOBOB, MOXyAeHMe, MXopaaka.

'eHeTUYeckue pakTopbl pUCKa
renaTouenNoNapHON KapLNHOMBbI

BapwuaHT bl, noBbIWatoWwmne puck BapwuaHT bl, NOHWXa oW e puck
[eH Bapuant  [enoTun  Bknag [eH Bapuantr  [enotun  Bknag
GRIK1 rs455804 CcC HLA-DQA1 rs9272105 AG
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MeHMHIrMoma

CpenHu1 puck 0.005%

Baw puck

MeHMHIMoMa — 3To camast pacnpoCTpaHeHHasd BHyTpMYepenHas onyxob, KoTopas
MOXeT BbITb Kak [,obpokayeCcTBEHHOW, Tak U 3n0kavecTBeHHo. Obpa3syeTcs oHa 13
KNeToK TOHKOW, NayTMHO0bpa3HoM MeMbpaHbl, OKpY>XatoLL,ei rofIOBHOW M CMNHHOM
Mo3r. B Bo3pacTe oT 30 neT 1 cTapwe MeHUHIMOMbI SBNSIOTCA Hanbosee
pacnpocTpaHeHHbIM BUAOM HOBOODPa30BaHW 1 rOJIOBHOTO MO3ra.

Yauye Bcero oHu Bctpeyatotcs oT 40 o 70 neT, 1 B OCHOBHOM Y XKEHLLMH.
3n0KkayecTBeHHbIe MEHVMHIMOMbI cocTaBnaoT 3-5% oT nx obLLero KoanyecTsa.
lobpokayecTBeHHbIe, Kak MPaBM 0, pacTyT 04eHb MeAEHHO, U MPaKTNYeCKM
BCerga LMarHoCTV pyeTcs TONbKO OAMH oYar, X0Ta Ha cCaMOM [lefle X MoXeT
0Ka3aTbCs HECKOJIbKO B pa3HbIX YacTax MO3ra.

K dakTopam pmcka OTHOCAT MOHM3MPYOLLEE M3NIyYeHN e, TeHeTUYeCkKne HapyLl eHU s
(HepodunbpomaTos 2 Tvnal, 3penbiit Bospact (cTapuwe 40 neT) v HU3KM e [03bI
paguauunm. Hacto MEHUHIMOMA He laeT HMKAKMX 3aMEeTHbIX CUMMNTOMOB U
obHapyxunBaeTcs cnydarHo. Pexe, B 3aBMCHMMOCTM OT paaMepa 1 MecTa
PacnonoXeHnsa HoBoobpasoBaHW A, MOryT HabnoLaTLCA rON0BHbIE bonu,
FONIOBOKPY>XXEHW A, CYAOPOrM, U3MEHEeHNe NMYHOCTM 1N MOBeLEeHNd, HapacTatLlee
YXYAL eHne yMCTBEHHbIX CMOCODHOCTEN M MOTEPS HABbIKOB, HApYyLL eHWe
KOOpAMHAL MW, CNYTAHHOCTb CO3HAHM S, COHIMBOCTbL, MOTEPS CAyxa, 0bOHAHMK S,

Mbll eyHasa cnabocTb, TOWHOTA, pBOTA M 3pUTeNbHbIE pacCTPO CTBa.

' eHeTHU4Yeckue d)aKTOpbl PUCKa MEHUHITUOMDI

BapwuaHT b, noBbILLaOLWNE PUCK BapwuaHT bl, noHMX@oLmne puck
["eH BapvaHt  [eHotun  Bknag [eH Bapuant  [eHotun  Bknag
MLLT10 rs11012732  AA CASC10 rs12770228 GG
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PacnpocTpaHeHHble 3a60N1€BaHNS  sassese

Pak no4yku

CpenHWI pucK 0.047%

Baw puck

Pak noyku - 370 obpa3oBaHMe 310Ka4YECTBEHHOW ONYX0NM B TKAHAX Noyku. [1o
pacnpoCTpaHeHHOCTN 3aHMaeT NpuMepHo 2-4% cnyvaeB. PakTopamu pucka u
NpYUYMHaMy pasBUTUS paka CYMTaloTCa Mo (MyXUnHbl 6onewoT B 2 pasa valie),
reHeTM4Yeckas NpefpacnoNoXeHHOCTb, KypeHue, n3bbiToyHaa macca Tena,
apTepvanbHas rMnepTeHsns, caxapHblil anabeT n BUpYCHble MHDEKLNN.

CvMnTomMamu 3aboneBaHna 9BAAIOTCS MOSABAEHMNE KPOBU B MOYE U KaK CefCTBME
aHeMKnd, NoBbIWEeHNE apTepUanbHOro AasneHnd, boab 1 nanenvpyemMoe
obpasoBaHMe B NPOEKL MM MOYKK, CHUXEHME MACChl TeNa, MOCTOAHHbIEe
MOBbIWEHNA TeMnepaTypbl 1 HapacTatou,aa cnabocTe. B KaXkAoM KOHKpPETHOM
cllydae cxeMa JleyeHua NoabupaeTcs MHANBUAYaANbHO, HO Yallle BCEro

M CMONb3yeTCa XM pPpyprnyeckoe BMeLL aTeNlbCTBO, @ TakXe JlyyeBas, TapreTHasa v
XMMUoTepanns.

'eHeTUYeckune pakTopbl pUcKa

BapwuaHT bl, NoBbIWAOLLLME PUCK BapwuaHT bl, NOHMM@OLLLME PUCK
[eH Bapuant  [eHoTun Bknag [eH Bapvant  [eHoTun Bknag
/EB2 rs12105918 T
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CucteMHasa cknepogepMus

CpenHu1 puck 0.025%

Baw puck

CncteMHada cknepofepMmnsa — 370 3aboneBaHne COEANHUTENBHOM TKaHM,
nopaxaloLee B OCHOBHOM KOXY U KPOBEHOCHbIe cocyfbl. Halle nm bonetoT
XKeHLWMHbI. [ NaBHaa NpnyMHa BO3HMKHOBEHWS He BbiBIEHa.

TOYHO M3BECTHO, YTO K pa3BMTUIO BONE3HN MOTYT NPV BECTU NepeoxnaxaeHune,
pasnMYHble PacCTPOM CTBA 3HLOKPUHHOM CUCTEMbI, BakLMHaL UM, TPaBMbl KOXHOIO
NnoKkpoBa v NepenrBaHve KpoBK. B HeKoTopbIx ciiydasx oTMeyaeTcs
HacnefCTBEHHaw NpefpacnofNoXkeHHOCTb. Hallle BCero npu ckiepofepMumm
CTpajaeT Koxa.

OHa cTaHoBUTCS bnecTauLen v ToHKoW. [pakTnyecku y Bcex bonbHbIX BCTpeyaeTcs
deHomeH Peiiro (cnasm apTepuit kucteit u cton), cnabocTb, nMxopanka u
noxyneHue. B npouecce pa3suTtns 3aboneBaHune nopaxaeT BHYTPEHHUE OpraHbl 1
CUCTEMBI.

feHeTHMUYeckune paKTopbl pUcKa CUCTEMHO MU

cKnepoaepMuu
BapwuaHT bl, noBbIWatoLWwmne puck BapwuaHT bl, NOHMXa oW mne puck

[eH Bapuant  [enoTun  Bknag [eH Bapuantr  [enotun  Bknag
HLA-DQAT rs9275390 T HLA- rs987870 AA

HLA-DQAT rs6457617 T DPAT

- rs11642873  AA ESYTT rs11171747 T

GRB10 rs12540874  AA
HLA-DRA  rs3129882 AG
SOX5 rs11047102  CC
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XpoHn4yeckun numeponenkos

CpenHWI pucK 0.048%

Baw puck

XpoHM4Yeckmnit nMM@oNenkKos — 3To 30kavecTBeHHoe 3aboneBaHMe, MpU KOTOPOM
BblpabaTbiBaeTcs bosbli0e KoAnYecTBo benbix KpoBsaHbIX Tenel, (MMMboumnTos). OHO
pesko BcTpedaetca no 30 neT, B 0CHOBHOM MopaxaeT /lofell B 3pesioM BospacTte (65-
70 neT v ctapwe). MyxunHbl boneoT M B 2 pasa yalile, YeM XEeHLLUHbI.

[IpefpacnonoxeHHOCTb kK 3abosieBaHWI0 MepefaéTcs no Hacnencrsy. B ocHoBe
nMMponenkosa NexxnT BECKOHTPONbHOE YBENMYEHW E KOMYECTBa MMM POLLUTOB,
KOTOpble HaKkananBalTCA B KOCTHOM Mo3re, MMdoy3nax, NevyeHun, ceneseHke u
Aaxe nonafatT KpoBb. [lepBbIM MPV3HaKOM Yalle BCEr0 CTAaHOBUTCS YBEIMYEH N €
NMMHOy310B.

[To3xe noaBnatoTCs O6LLI,8‘FI cnabocTb 1 noMoTa KOCTeN, NOBbILLIAETCA TEM rnepartypa
T€NAa N HOYHA4A NOTJINBOCTbL. ﬂPO,[I,I/I Ha4YMHaOT TEPATH B BECe N CTAHOBATCH bonee
nogBep>XeHbl PpasyiMyHbIM l/lHq)eKLI,l/IOHHbIM 3aboneBaHnAM. |/|HO|',EI,a n3-3a
Bblpa>XeHHOro yBeJin4eHnd pa3MepoB CeNne3eHKn MoXeT BO3HMKHYTb Ol yLleHWne
TAXECTN B XNBOTE.

feHeTMUYeckne paKTopbl pUCKa XPOHUYECKOTO

numdonenKkosa

BapwuaHT bl, noBbIWatoWwmne puck BapwuaHT bl, NOHMXa oW e puck

[eH Bapuant  [eHoTun  Bknag ["eH Bapvantr  [enotun  Bknag
SP110 rs13397985 TG - rs7176508 GG

FAS rs4406737 GG LEF1 rs898518 cC

BAK1 rs210142 CC - rs735665 GG

IRF4 rs872071 AG ACOXL rs17483466  AA

IRF8 rs2292982 TG
- rs4368253 TC
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Ounbpunnauuna npenceponi

CpenHu1 puck 0.48%

Baw puck

Onbpunnsumna npencepamnin — camasi pacnpocTpaHeHHas pa3HOBUAHOCTb apUTMUK
(HapyweHve cepneyHoro puTMal, Boi3aBaHHas pacCTPO CTBOM 371eKTPUUECKIMX
npoLeccoB B npeacepanax. Bo3HukaeT oHa nMbo Kak CMMATOM APYrUX CephLeyHbIx
3abonesaHnin (Mwemmnyeckasa bonesHb MM NOPOK cepfla, apTepuanbHas
runepTeHsndl, nnbo B pesynbTaTte 3/70ynoTpebaeHns ankorosem,
nocneonepauMoHHbIX COCTOAHNA AN NepeHeCeHHbIX YOapOB 31eKTPUYeCKU M
TOKOM. ApUTMMN S MOXKET NOABASATHCA CMOHTAHHO, SMM30AMYECKN MU HOCUTh
MOCTOSIHHbIV XapakTep.

Hepenko oHa NpMBOAUT K TAXENbIM OCNIOXHEHMAM BNAOTb 40 Pa3BUTUS
HeLOoCTaTOYHOCTM KpoBoobpaleHud. [poasnaeTcs, kak NpaBm o, yYallEHHbIM
cepauebreHnem, omckoMbopToM nnm bonbio B rpyaHON KneTke, a Takxe
cbnByaTbIM HEPUTMUYHBIM NyNbCcOM. Co BpeMeHeM BO3HMKAeT cepaeyHas
HEeLOCTaTOYHOCTb, KOTOpas BblpaxaeTcsi cnabocTblo, roN0BOKPYXEHNEM U
OJ,blILL KOW.

NHorpa dnbpunnaumna npencepanin npotekaet beccumnToMHo. [ng
BOCCTAQHOBJMIEHWU A HOPMabHOro pUTMa CepaLebueHnii NpuMeHsIoT
bapmakonornyeckme 1 annapatHele MmeToanku. B kavecTBe npodunnakTnkm
OCNOXHEHW I MPOBOAAT aHTUKOATYNSAHTHOE NleveHne.

'eHeTuYeckune pakTopbl pucka pubpunnaumnm

npeacepauim

BapwuaHT bl, noBbIWatoLWwmne puck BapwuaHT bl, NOHMXa oW mne puck

[eH Bapuant  [enoTun  Bknag ["eH Bapvant  [enotun  Bknag
SYNPO2L rs10824026  AA ESR2 rs1152591 GG

C9orf3 rs10821415  AC HCN4 rs7164883 AA

CAV1 rs3807989 AG
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XpoHun4yeckas 6onesHb noyek

CpenHu1 puck 6.1%

Baw puck

XpoHu4yeckasa bonesHb NoYek — 3T0 MOBPEXAEHME NOYEK N PE3KOe CHUXKEHWE UX
dyHKL MK (B TeueHne Tpéx MecaueB nav bonee). PacnpocTpaHéHHOCTL cocTaBnsaeT
He MeHee 10% Bo BceM Munpe. Bo3HnKaeT B OCHOBHOM, Kak NOCNeACTBME LPYroro
3aboneBaHun 4.

[TepBbIM NPV 3HAKOM CYMTAETCS yBEAMYEHNE CYyTOYHOI0 0bbeMa MoUM, CHUXKEHNE e
MNAOTHOCTM, YacTble HOYHbIe MoYencnyckaHung. 3aTeM NpMCcoeanHATCA aHOpeKkCn s,
ronoBHada bonb, anaTnsg, CHUXXEHK e OCTPOThI 3peHns, beccoHHmLa, bonm B KOCTSX 1
cycTaBax, 3yh, Avapes, pBoTa, Taxmkapama n aputmumsa. CHayana Ha3HavaeTcd
neyeHune 3aboneBaHuns, KOTOpoe NPMBENO K XPOHMYeCcKkoM BonesHn novexk.

,El,aﬂee, B 3aBUCUMMOCTN OT CTanN W Pa3BNTNA, MCNOJIb3YIOT JIEKAPCTBEHHYIO TEPAnnio,
d B HEKOTOPbLIX ClydadXx npu beratoT K remMmoamnanngdy nin TpaHcCrnjaHntTaun nodek.

feHeTnYeckne pakTopbl PUCKA XPOHUYECKOMU
bonesHn noyek

BapwuaHT bl, NoBbILWAOLLLME PUCK BapwuaHT bl, NOHMXA IOLLLME pUCK
[eH Bapuant  [eHoTun Bxnag [eH Bapvant  [enoTun Bknag
GATM rs2467853 TG SHROOMS3 rs17319721 AA
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PacnpocTpaHeHHble 3a60N1€BaHNS  sassese

CaxapHbin gnabet 2 Tnna

CpenHWI pucK 8.4%

Baw puck

CaxapHblt onabet 2 Tmna - 370 3aboneBaHuMe, XxapakTepu3yloL eecd HapylWw eHeM
obMeHa BeLLecTB 1 XPOHMYECKMM MOBbIL €HVEeM YPOBHA MTIOKO3bl B KpoBKM. HYacToTa
pacnpocTpaHeHHocTV NpuMepHo ol eHnBaeTca B 300 cnydaes Ha 100 000
HaceneHuns. 3ToT TMN anabeTa 0bycNnoBAEH CHUXXEHMEM YYBCTBUTENBHOCTU TKaHEW
K e CTBMIO MHCYNMHA (MHCYNMHOPE3N CTEHTHOCTL), KOTOPbIN Ha HaYyasbHbIX
CTafAVAX CUHTE3NPYETCA B HOPMasbHbIX, @ 3aTeM — B MOBbILL €HHbIX KON YeCTBaX,
MCTOWLasA KNETKM NOAXENYL0YHOM Xenessbl.

OCHOBHBIMUW CMMATOMaMK CHMTAIOTCH XaxXa U CyxoCTb BO pTy, 0bnnbHoe
MoyewncnyckaHue, 3y Koxu, oblias n MbllevyHasa cnabocTe, oxXunpeHne, nioxas
3aXMBNAeMOCTb paH. JleyeHne grabeta 2 TMna HauyMHatoT C AN ETbl Y YMEPEHHOM
dn3unyeckon Harpyskn. Ha bonee no3gHux ctagmnsx 3aboneBaHna NpUMeEHSIOT
pa3NvyHble NeKapCTBeHHble MpenapaThl, KOTOPbIE CHMXXAlOT BCAaCbiBaHM e M10KO3bI B
KWL EYHVKE N e€ CUHTE3 B MeYeHM, a TakXXe MOBbILL aloT YyBCTBUTENBHOCTb TKaHeMN
K eV CTBMIO MHCYINHA.

I'eHeTUYeckne pakTopbl pUcKa caxapHoro
aunabera 2 TuMna

BapwuaHT bl, noBbIWatoLWwmne puck BapwuaHT bl, NOHMXa oL ne puck
[eH Bapuant  [eHoTun Bknag [eH Bapvant  [enoTun Bknag

- rs12970134  AG ANK1 rs516946 TC

- rs7202877 T SUGP1 rs10401969 T

- rs10842994  CC COBLL1 rs13389219  1C

- rs459193 AG

TLE1 rs2796441 AG

ZMIZ1 rs12571751 AG

= rs7177055 AG
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PacnpocTpaHeHHble 3a60N1€BaHNS  sassese

bone3Hb Anbuyrenmepa

CpenHu1 puck b.46%

Baw puck

BonesHb Anbureiimepa — Taxenoe 3aboneBaHne LLEHTPaANbHON HEPBHOW CUCTEMBI,
CBA3aHHOeE C pa3pylleHneM boNbLLOro KonyecTBa HEPBHbIX KIETOK, KOTOPOE
NPMBOAUT K MOCTEMEHHOI NMoTepe YyMCTBEHHbIX CrocobHocTen (namaTu, peuu,
NI0MMYecKoro Mol neHns). Puck passutnga bonesHun nosbiwaetcs nocie 65 net. 370
Hanbonee yactaa npuynHa cnaboymns, BCTpeYatoLw,erocs B MOXMIIOM U CTapyeckom
BO3pacTe.

[TPM UM HBI BO3HMKHOBEHMA [0 CMX MOP TOYHO HEM3BECTHLI. B ocHoBe 3aboneBaHms
NEXWNT HaKOMNIEeHM e HEHOPMalbHO CBEPHYThIX Moekyn benka B TKaHAX roJ10BHOMO
MO3ra, KOTopble CAMNaloTCa ApYyr C APYroM v MOBPEXAAI0T CBA3N MeXAY HEPBHbLIMU
KneTkamu. Ha paHHen ctagmu bonesHb NposBaseTcd 3abbiBYNBOCTbIO,
HecnocobHOCTbIO BOCCTAHOBUTL B MaMAT HeaBHUE cobbITUA.

[To3xe yenoBek NepecTtaeT y3HaBaTb 3HAKOMble MpeaAMeThl, MOABEpPraeTcsd YacTbiM
3MOLMOHaNbHbIM PacCTPONCTBaM, BNafaeT B Aenpeccuio U 6ecnokorcTgo.
[TosiBndeTca be3paznunume K okpyKaloU MM npeaMeTam, Jo4aM 1M cobbiTnaM. 3aTem
HaYMHaTCA ra/oLMHaL MKW, BO3HMKAOT bpefoBble naen n npobnemsl ¢ xoosbon,
KOTOpas MOCTEMEHHO NEePEXOAMT B «LapKatoLlyto MOXOAKY».

'eHeTUYeckue pakTopbl pucka bonesHu

Anburenmepa
BapwuaHT bl, noBbIWatoLWwmne puck BapwuaHT bl, NOHMXa oW mne puck
[eH Bapuant  [enoTun  Bknag [eH Bapvant  [enotun  Bknag
ZCWPWI1 rs1476679 TC
CR1 rs6656401 GG
EPHAI1 rs11771145  AG
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KoHTpakTypa [ionouTpeHa

CpenHWI pucK 15.1%

Baw puck

KoHTpakTypon [ltononTpeHa Ha3biBalOT yNAOTHEHVE K YKOPOYEHME CYXOXKUINNA B
0bnacTu KMCTK, KOTopble NPUBOAAT K CrnbaHunio n pukcaumm nanbLes B
HeecTeCTBEHHOM nonoxeHnu. CnyyaeTcd 370 B OCHOBHOM C MYXYMHAMU CPeAHEro
Bo3pacTa. CyllecTByeT HacNeLCTBEHHAA MPeApPacnoNOXEHHOCTb K 3TOMY
3aboneBaHMi0, a TakXXKe MMeeT 3HaYeHMe XPoHMYeckasa TpaBMaTn3aLmn4.

KoHTpakTypa [tontonTpeHa MoxeT nopaxaTb byl coeanHUTENbHYO TKaHb
opraHmM3Ma, Ho Yallle BCero cTpafatT MU3nHel 1 be3bIMAHHbIN Nanel, Ha OgHOM
nnn obenx pykax. bonesHb MOXeT MMeTb OCTPOe Havano, Ho B bonbLIMHCTBE
cny4aeB BblpaXKeHHble CUMNTOMbI MPOABAAOTCS TONbKO Yepe3 HECKONbKO S1eT.
CHauana nof Koxen NoABAATCA HebonbLlU Ve TAXW, MPOUCXOANUT YNIOTHEHME U
0bpa3yTcs y3enku.

C pasBnTmneM 3aboneBaHna nogsngaTca boneBblie owywernd, KoxXa jagoHn
MoKpbIBaeTCA TpeWMHKaMn, CHM>XaeTCd 4yBCTBUTEJIbHOCTb. |_|pl/l TAXEJIOM Te4YeHUn
bonesHu pa3BrBaeTCAd NoJjiHad HEMOABMIXKHOCTbE OAHOIO N ABYX NalibL eB
[8HKI/IJ'IO3]. Bbl,ﬂ,eﬂﬂPOTCﬂ OBa HanpaB/ieHNA JiedHeHnA: KOHCeEPBATMBHOE U
Xxmpyprmndeckoe.

eHeTHMUYeckne paKTopbl pUCKa KOHTPAKTYPbI

HOonontpeHa
BapwuaHT bl, noBbIWatoLWwmne puck BapwuaHT bl, NOHMXa oW mne puck
[eH Bapuant  [enoTun  Bknag [eH Bapvant  [enotun  Bknag
EIF3E rs611744 AA EPDR1 rs16879765  CC
- rs2912522 AA DUXA rs11672517 GG
- rs10809642  TC - rs7524102 AA
- rs6519955 TG - rs8124695 cC
= rs10809650  AG
WNT2 rs4730775 TC
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Annepruyecknn puHuUT

CpenHu1 puck 31.1%

Baw puck

Annepruyeckunin puHMUT — 3T0 BOCnanuTenbHoe 3aboneBaHne can3ncrom 0b6ono4Ykm
HOCa, XapakTepu3yloLleecd Hapyl eHNeM AbIXaHW A, XU LKUMU BbILENEHUAMN 1
ynxannem. B Poccnn nm bonetot 18-38% HaceneHms. Halle BcTpeydaeTcs y
MaflbYMKOB B M@ eM L KOJIbHOM BO3pacTe.

[NaBHa# NpYUYMHA BOSHUKHOBEHWS — KOHTAKT C paszapaxuTenemM (MbibLia
pacTeHui, LoMall HAs Mbifb, Cropbl rpuboB 1 Tak ganee). MHoraa nogsnsaeTcs npu
HEMepeHOoCMMOCTU MULLEBbIX MPOAYKTOB MW MPU HAAUYMUN [PYrUX anieprnyeckux
peakumnit, TakMx Kak KpanuBHMLa nin BpoHxmnanbHas actMa. BosmoxHa
reHeTMyeckas npeapacnonoxeHHocTs (req [L13).

CnMnToMbl BeCNOKOAT MK NnepuoanYeckn, nnu Kpyriasiin rog. ObeivHo 370
3aTpyLHEHMe HOCOBOMO AbIXxaHNa, XNAKMe Npo3paydHblie BblAeNeHns N3 HoCa, 3yA U1
MOBTOPAIOLLMECSH MHOFOKPATHbIE YNXaHM S NOCSe KOHTakTa ¢ annepreHoM. Kpome
TOro, BO3MOXHbI Kall eNb, yTpaTa 000HAHM A, OTEKM Ha NMLe, MOKpPacHeHne 1
HarHOeHNH rnas.

'eHeTUYeckue pakTopbl pUCKa

Bapma HT bl, NOBblWaOWne pnuck BapVIaHT bl, MOHMXXa oW e puck

[eH Bapuant  [ernoTun  Bknag [eH Bapvant [enotun  Bknag
HLA-DQA1 rs7775228 TT
- rs2155219 TG
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[MnepTpurnuuepunaeMus

CpenHu1 puck 23.7%

Baw puck

[MnepTpUrANLEPUAEMUNSA — 3TO MNOBbILLIEHME COAEePXaHNA TPUTANLLepn 0B K1 poB)
B KPOBM HaToLLlak, KOTOPOe MOXeT CMPOBOLLMPOBaTh NOSBAEHM e CepAEeYHO-
cocyaucTbix 3aboneBaHnin. YacTtota BctpedaemocTtun B obutent nonynaumn — 1%.
MprynHaMm BO3HUKHOBEHUA MOTYT BbITh HeMpaBubHOe NTaHue (ynoTpebneHune
BOIbLLOro KOMMYECTBa XM POB), MNLLIHKIA Bec, caxapHbiil anabeT n reHeTnyeckmne
dakTopsbI.

ObblyHo bonesHb npoTekaeT beccumnTomMHo. [1na neyeHna Heobxogmnmo cobnonaTth
AMeTy N exXelHEBHO BbIMONHATL GU3nyeckmne Harpysku. [pu Taxenon dopme
rMNepTPUrMLEPUAEMM I HAa3HAYAIOT MeanKaMeHTo3HY Tepanuio (nbpatsl).

I'eHeTUYecKue paKTopbl pUCKa
rmnepTpurauuepuaeMmm

BapwuaHT b, noBbILWatoLWne puck BapwuaHT bl, NOHMXatoLne puck

[eH Bapvant  [eHotvn  Bknag [eH Bapvant  [eHotvn  Bknag
- rs10096633  CC CETP rs3764261 AA

- rs7841189 cC BUD13 rs3741301 cC

TMEM241  rs9949617 cC
- rs12678919  AA
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AHpporeHHas anoneuyus

CpenHu1 puck 36.9%

Baw puck

AHnpporeHHas anoneyns — 370 3aboneBaHne, KOTOpoe xapakTepm 3yeTcy
MCTOHYEHMEM U BbiNMageHMeM Bonoc Ha ronose. Cebilwe 95% Bcex cnydyaes
00NbICEHUA MY>KYMH NPONCXOAUT MMEHHO M3-3a 3ToM bone3Hun. [laHHble no yactoTe
ee NoABMEHMN S Yy XXeHLWWH 3HaunTenbHo pacxoaatcd: oT 20% no 90% Bcex cnydaes
noTepu Bonoc.

3T0 CBA3aHO C MeHee 3aMeTHbIM W TPYAHEE AMArHOCTM PYEMbIM MPOSIBNEHWEM 3TOrO
HapyweHns y XxXeHckoro nona. [pnynHon passmuTns 3aboneBaHns MoXeT CTaTb
reHeTn4ecknin GakTop — BPOXAEHHOE yKopoyeHue a3kl poCcTa BOJIOC, KOTAA OHWU
ObICTPO M CTOLWLAOTCA, CTAHOBATCS KOPOTKM MM 1 BbINaAAloT. TakxkKe aHAporeHHad
anoneumns Moxet BbITb BbiI3BaHa M3MEHEHMEM TOPMOHaNbHbIX MPOLLECCOB, B
pe3y/nbTaTe KOTOPOro MPOVCXOAUT paspyLww eHmne Gonnmkyna.

[TepBbIM NPV 3HaKOM 3TOW NaTONOMMK CHMTAETCH HallM4yMe Ha rofloBe BOJIOC,
pasnMYaloWMxcs No ganHe n TonwmHe. 3aTeM Ha CMEHY BbIMaBLI MM NOABASIOTCS
Bce bonee cnabble BoockM L0 TeX Nop, Noka BOJIOCAHAA JIyKOBM LA COBCEM He
aTpodupyeTca. Y My>KUMH Takme NpoL,ecchbl HaYMHATCS CO CTOPOHbI 16a 1 Ha
TEMEHW.

eHeTHMUYeckne paKTopbl pUCKa aHAPOreHHOM

ajioneuuvu
BapwuaHT bl, noBbIWatoLWwmne puck BapwuaHT bl, NOHMXa oW mne puck
[eH Bapuant  [enoTun  Bknag [eH Bapvant  [enotun  Bknag
SLC14A2  rs10502861 cC - rs6047844 CC
- rs6945541 TC - rs9287638 cC
HDAC9 rs2073963 TG Clorf127  rs12565727  AG
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Nwemnyeckasa bonesHb ceppua

CpepHuu puck 9.3%

Baw puck

Mwemunueckan 6onesHb cepaua (MBC) - 370 nofHoe Man yacTMuHoe HapylweHne
KpoBOCHabxeHnsa Muokapaa (cepaedHoi Mbll Lbl), CBA3aHHOE C MopaxeHneM
KOpPOHapHbIX apTepunin. B pa3BuTeix cTpaHax Ha ee fonto npuxonmntcs okono 30%
cMepTHOCTU. 3aboneBaHne npeacraBngeT cobon nopaxeHne MrUokKapaa,
obycnoBneHHoe pacCcTpoiiCTBOM KOPOHapHOro KpoBoobpallleHnd, KoTopoe
BO3HMWKaeT B pe3ynbTaTe HapyLlleHnsa paBHOBECU A MeX Ay NOCTynatoWnM K
CepAey“Hon MblllLLe KPOBOTOKOM 1 €€ NOTPebHOCTAMU B HEM.

MBC MoxeT npoTekaTb 0CTPO, B BUAE UHbapKTa Mrokapaa (0TMuUpaHue 4acTm
CEepAEYHON MbILLLbl), UM XPOHMYECKM, BbIPaXKaaCh MepUOoAMYECKUMU NPUCTynamu
cteHokapauw (6onn B 0bnactn cepaual. TUNMUUYHBIMU KM HUYECKU MY
NPOsSiBNEHUMAMUN CUMTAOTCSA 3arpyavHHasa 60k, CBA3aHHas C GU3MYECKON HarpysKow
MAM CTPEeCCOM, OAbILKa, HapylweHe puTMa 1 nepebon B paboTe cepaua, cnabocts.
Co BpeMeHeM MOXET NpUCoeAMHUTLCA MPU3HAK CepAeyYHOon He0CTaTOYHOCTLN —
nepuoamnyeckme oTEKM, HaUMHAKLWLMECA C HUXKHNX KOHEYHOCTEN.

JleyeHne 3akn04aeTCca B OrpaHnyeH I Ype3MepHo GU3nyeckom akTMBHOCTA U
HasHayeHW W OMeTol, orpaHnymBatoLLer ynoTpebieHne BbICOKOKaIopunHown,
XKapeHom 1 KOMYeHOW MULLK, a TakXe NMPOAYKTOB, COLEPXALLMX XN BOTHbIE XU Pbl U
bosbwoe KonnyecTBo conn. MefnkKaMeHTo3Has Tepanuns BKIOYaeT B cebd
NPYMeHeHNe aHTMarperaHTos, B-aapeHob0KaTOPOB M TMMOXONECTEPUHEMUYECKM X
npenapaToB.
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feHeTnYeckue pakKTopbl pUCKA ULLEMUYECKOMN
bonesHun ceppua

Bapwa HT bl, NOBbILWaOWne pnuckK

BapVIaHT bl, MOHMXXa oW e pnuck

["eH BapvaHt  [eHotun  Bknag [eH Bapuant  [enotun  Bknag
MRAS rs2306374 1C - rs4977574 GG
CELSR2 rs599839 AA MIA3 rs17465637  CC
INPP5D rs10933436  AA - rs1746048 cC
- rs12524865  CC COL4A1 rs4773144 AA
ST3GAL4 rs4937126 GG ZC3HC1 rs11556924  TC
CNNM2 rs12411886  CC CNNM2 rs12413409 GG
PPAP2B  rs17114036  AA HHIPL1 rs2895811 T
PPAP2B rs2404715 cC SMARCA4  rs1122608 GG
ANKSTA  rs17609940 GG HHIPL1 rs4624107 GG
ABO rs651007 cC
ABO rs579459 T
ADAMTS7  rs3825807 AG
ASZ1 rs7808424 TT
TCF21 rs12190287  GC
BTD rs7651039 1C
- rs11206510 1T
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PacnpocTpaHeHHble 3a60N1€BaHNA  sassese

[eTckoe oXXnpeHue

CpenHu1 puck 13.75%

Baw puck

L eTckoe 0XMpeHue — 3T0 XPOHMUYECKOe NporpeccupyoLLee HapylleHne obMeHa
BelL eCTB, XxapakTepu 3yl eecs N30bITOYHbLIM YBENMYEeHEeM Macchl Tesla pebeHka.
[Mo ctatncTnke y 30% poccninckmx aeten B 9-7 net HabnogaeTcd N W HN I Bec.
Mpy UM HbBI 4EeTCKOT0 OXMPeHUs Noapasnensdior Ha reHeTnyeckmne
(HacnegcTBeHHOCTL), MeTabonnyeckme (HapyweHns obMeHa BellecTs),
ropMoHasbHble U CPeaoBbie (B YaCTHOCTU, CeMEHbIe CTEPEOTU MBI MUTAHUS U

MU LLLEBbLIE MPUBbIYKM YyNoTPebNATb NPOAYKTLI C BbICOKMM COAEPXAHMEM X1 pa
M/Vnn Kanopui, NpueM NULLK B BeYepHee U HoYHoe BpeMs).

B netckoM Bo3pacTe oXXMpeHme cnocobHO NpMBECTU K pa3BUTUIO0 CEPbE3HbBIX
ocnoxHeHu. Cpean HUX NOBbILW EHME apTepPManbHOro AaBneHus, HapyL eHn s
yrneBoAHOro obMeHa, pacCTpoOMCTBa CO CTOPOHbI KOCTHO-CYCTaBHOW CUCTEMb
(nnockoctonue, nedbopMaund KoneHen), AMCOYHKLMSA NMONOBbIX Xese3 U MHorne
apyrne. JleyeHune 3aBUCUT OT MPUYMHBI BOSHUKHOBEHNS 1 BKIILOYAET AU ETY,
drn3nyeckne Harpyskm, a npn HeobxoamMMOoCTU Ha3HAYeHM e NekapcTB U

XM pypruyeckoe BMellaTenbCTBO.

'eHeTUYeckne pakTopbl pUcka AeTcKoro

0)XKUpeHusd

BapwuaHT b, noBbILaoLWNe PUCK BapwuaHT bl, noHMX@oLLmne puck

["eH BapvaHt  [eHotun  Bknag [eH Bapuwant  [eHotun  Bknag
- rs476828 1C PACS1 rs564343 GG

PRKCH rs1957894 16 FTO rs1421085 cC

NEGR1 rs3101336 cC - rs11109072  CC

- rs12463617  CC LEPR rs11208659 1T

- rs1993709 GG
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MurpeHb

CpepHuu puck 14.7%

Baw puck

MurpeHb — 3TO XpoHMYeckoe HeBpoJiornyeckoe 3aboneBaHue, KoTopoe
XapakTepu3yeTcs NpucTynamMu nepuoLnyeckon cCuiibHo bonn B 0LHOW NONoBMHE
ronosbl. Bctpevaetca noytn y 15% B3pocnbix, B 0CHOBHOM Yy xeHUWnH fo 30 ner.
[lepenaércs No MaTepPUHCKOW NNHUN.

Bo3HWKHOBEHMIO MUTPeEHN cnocobCTBYIOT HEpBHOE U GM3KMyeckoe
nepeHanpsxeHune, Nuiesble NPoaykThl [Cbip, WokKonan, KpacHoe BMHOJ, ankoronb,
NPUEeM ropMOHaNbHbIX KOHTPaL,ENTMBOB, MEHCTPYaL s, HELOCTAaTOK UK M3DbITOK
CHa, NorofAHble GakTopbl. TakXe «CMyCKOBbIM KPOYKOM» MOTYT CTaTb ApKM A CBET,
MenbKaHne n3obpaxxeHns Ha 3kpaHe TeNeBmn3opa MAM KoMnetoTepa. boan npu
MWTPEeHM Yalle BCEro BO3HMKAIOT C OJHOW CTOPOHbI FOSI0BbI, HO MHOTAA
pacnpocTpaHatoTCa U Ha 0be ee MOOBUHbI.

OHM MOryT 0xBaTblBaTb BEPXHIOK Yest0CTh, r1a3a, Weto, U MMeeT NyabCy Py i
XapakTep, yCMAMBAACh OT CUJIbHbIX 3aNax0B M FPOMKM X 3BYKOB. HacTo BO BpeMs
NPUCTyNa MOXET NOABMUTLCA TOLLIHOTa, YyBCTBO TAXECTU W CMa3Mma B XXeyake,
pBOTa. Hepenko BO3HMKAET rONIOBOKPYXXEHME U HapyLl eHne opueHTaLum B
MpoCTpaHCTBeE.

feHeTHMuYeckne paKTopbl pUCKa MUrpeHu

BapwuaHT bl, noBbIWatoLwmne puck BapwuaHT bl, NOHMXa oL ne puck
[eH Bapuant  [ernoTun  Bknag ["eH Bapvant  [enotun  Bknag
ASTN? rs6478241 GG

PHACTRT  rs9349379 AG
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bone3Hb [NapknHCcoHa

CpepHuu puck 6.28%

Baw puck

BonesHb [lapkMHCOHa - 3T0 MeAJIeHHO pa3BMBatolLeecs 3aboneBaHe HEPBHOW
CUCTEMbI, XapakTepu3ytolleecsd 3aTOPMOXEHHOCTbIO ABVUXXEHW I, LPOXaHW eM
KOHEYHOCTeW B COCTOAHM M NOKOS 1 Hapylw eHneM pednekcoB. CpegHM 4 Bo3pacT
Hayana 3aboneBaHuna - 57 net. Yactota BcTpeyaemoctn coctasnsaet 1-4% cpeau
HaceneHus cTapwe 65 ner.

My)Kl-Il/IHbI bonetoT yaule, 4HeM XeHLW M HbI. le/ll-ll/lel BO3HNKHOBEHWA 0O KOHL A HE
N3BECTHbI. CDaKTOpaMI/I puncCkKa CHNTaTCA CTapeHne, reHeTn4yecka4d
npenpacnooXXeHHOCTb U BO3,£I,€I7I cTBMne Opr>Ka}OLLI,eVI cpelbl.

B ocHoBe bone3Hn nexxumT nopaxxeHne HeEPBHbIX K1ETOK, BblAENSAWNX odaMnH
([Tak Ha3bIBaEMbIi, TOPMOH YA0BONLCTBUS, BAUSAIOLLMIA Ha MNPOLLECChl MOTUBALUMN 1
obyuernd), B pesynbTaTe Yeroy 50-80% 6onbHbIX HabnogaeTca gpoxaHume
KOHeYHOoCTel B COCTOSHNN nokosd. OHO NposiBAAETCA pUTMUYECKMM NOAepPrnBaHneM
bonbloro, yka3aTeNbHOro 1 CpefiHero NanbLeB KUCTU, HaNMOMUHALWLUM «KaTaHue
NUONL» U «CYET MOHET», N Ha HAaYaNbHOW CTaAMM YMeHbLUaeTCcs MAn ncyesaet
npv OBUXEHUW, OTCYTCTBYET BO BPEMA CHA U YCUIMBAETCS OT 3MOLMOHANbHOIO
Hanps>XKeHWd 1 ycTanocty. 3ToMy 3aboneBaHM 0 TakKe XxapakTepHO orpaHnyeHne
0bBEMaA M CKOPOCTM XEeCTOB.
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'eHeTUYyeckue pakTopbl pucka 6onesHu

[MapKuHCOHa

Bapwa HT bl, NOBbILlaOWne puckK

["eH
BSTI
BSTI
HIP1R
ITGA8

BapvaHt
rs11724635
rs4538475
rs10847864
rs7077361

['eHoTMN
AA
AA
TG
T

Bknag

PacnpocTpaHeHHble 3aboneBaHus

BapVIaHT bl, MOHMWXXa oW e puck

[eH
SLC4TAT
MCCC1
LRRK?2
STK39
DGKQ
LRRK?2
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BapwuaHt
rs6532194
rs823156
rs11711441
rs1491942
rs2390669
rs11248060
rs34778348
rs356219
rs947211

[eHoTMN

cC
AG
AG
cC

CC
GG
AG
AG
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[unoTmnpeos

CpepHui puck 3.05%

Baw puck

[MnoTepro3 - 3T0 COCTOAHME, BbI3BAHHOE ANMUTENbHbIM HELOCTAaTKOM FOPMOHOB
LLMTOBMAHOW Xenesbl B opraHnamMe yenoseka. B Poccnum BcTpeyaeTcs
npnbnnantensHo c yactoton 19 cnyvaes Ha 1 000 xeHwmH n T cnyyan Ha 1 000
MY>XUYUH. [TpMYMHOM BO3HWKHOBEHWSA CTAHOBUTCS Hapyw eHne paboTel LLMTOBUOHOM
Xenesbl, 0bycnoBAeHHOE ee Hea0pPa3BUTMEM UM CMPOBOLLMPOBaHHOE
ayTOMMMYHHbIMY NpoL,eccamu.

Tak>xe MOXeT cbirpath posb AeduLUMT hofa UK ceneHa B opraHuame. [pu
rmnoTepunose NponcxoaunT cbon benkoBoro un yrnesogHoro obMeHa, 4To
NPOsiBNSETCA CHayvana BANOCTbIO, MEANNTENbHOCTLIO, CHUXXEHNEM
paboTtocnocobHoCTH, BBICTPOM YTOMAAEMOCTbBIO, COHIMBOCTEIO U CHUXKEHU EM
namaTy. 3aTeM K 3STUM CMMMITOMaM NPUCOELNHSAOTCH CyXOCTb KOXM, 04YTN0BaTOCTb
AMUa N 0TeYHOCTb KOHEYHOCTEW, rpybbli ronoc, NOBbILW EHHAA TOMKOCTb HOTTEN,
BbIMafeHWe BOJIOC, yBeMYEHME MacChl TeNa, oLyl eHne 396K0CTM 1 3anopsl.

,D,J'Iﬂ JiedHeHnda NpuMeHdaeTCd ropMOoHalibHad Tepanmd.

'eHeTUYeckune pakTopbl pUcKka runoTupeosa

Bapma HT bl, NOBblWaOWne pnuckK BapVIaHT bl, MOHMXXa oW e puck

[eH Bapuant  [ernoTun  Bknag [eH Bapvant  [enotun  Bknag
- rs925489 TC
- rs2517532 GG
VAV3 rs4915077 T
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Butunuro

CpepHuu puck 1%

Baw puck

BuTtnnnro — sto HapyweHne NMIrMeHTaLmnm KoXu, Bbi3BaHHOE NCHYE3HOBEHN EM
MenaHnHa Ha OTAENbHbIX y4acTkax Tena. 3aboneBaHne pacnpocTpaHeHo BO BCeX
CTpaHax Mmpa v MOXeT Ha4aTbCsa B JII0DOM BO3pacTe, HO Yallle MPOABAAETCA Y
XeHwnH fo 20 neT. [lpryrHa n MexaHM3M ero pa3BUTU A OKOHYATENLHO He
onpeaeneHsl.

IMetoTcs faHHble 0 TOM, YTO NPeApPacnoNoXeHHOCTb K BUTUNTO MOXET
nepefaBaTbCs NO HACNeACTBY, a TakXe bonblloe 3Ha4YeHne B BO3SHUKHOBEHU W 3TOrO
HapyL eHN s MMetoT CTPECCOBbIe COCTOSAHM S, MepeHeceHHble MHQeKLMOHHbIe
3aboneBaHnd, xpoHMYeckme HoNe3HU BHYTPEHHMX OPraHoB, MHTOKCUKaL NN,
KOHTAKT KOXM C HEKOTOPbIMWU CUHTETUYECKMMN TKaHAMU N dU3nYeckre TpaBMbl. B
pe3ynbTaTe AenMrMeHTaLmm Ha KoXe NOABAATCS pa3nnyHon BeanYnHbl 1 GOpMb
benbie NATHa c YeTknMMuK kpasgMmn. OHKM NOCTENEHHO YBENMYMBAKOTCA B paaMepax,
cnmBatoTcs, obpasya obwmpHble obnactn beno-Mono4HoOro uBeTa.

Bonockl B 3T X MecTax Takxe O6eCLI,Bel-II/I BatoTce. Oyaru MOTYT BO3HMKATb
noBCceMecCTHO, HO Yallle BCelro Ha Jinue, KNCTAax, JIOKTAX N KOJTeHAX. Omeanme
NATHa MOTYT CaMONMpPOn3BOJZIbHO NCHE3AThb.

eHeTHMYeckne paKTopbl pUCKa BUTUIIUTO

BapwuaHT bl, noBbIWatoLwmne puck BapwuaHT bl, NOHMXa oL ne puck
[eH Bapuant  [ernoTun  Bknag ["eH Bapvant  [enotun  Bknag
IKZF 4 rs2456973 CC IKZF 4 rs1701704 GG
ATXN?2 rs4766578 TA 16 rs853308 T
CASP7 rs3814231 CC SLC1A2 rs10768122  AA
- rs16872571 cC HERC?2 rs12913832  AG

- rs4409785 T
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OyaroBoe obnbiceHue

CpepHuu puck 1.17%

Baw puck

OuaroBas anoneymns — 3To NaToNOrMyeckoe BbiNafeHne BOOC, NpMBoASALLEE K UX
NopeaeHmnto NN NOSTHOMY M CYE3HOBEHWIO Ha ONpeaeneHHbIX 061acTax ronoBbl UK
Tena. HYactoTa BCcTpeyaeMocTu cpean Hacenenus konebnetcs ot 1% no 2,5%.
3aboneBaHne BO3HMKAET B pe3ynbTaTe MOBPEXAEHW A KNeToK KOPHEBOW CUCTEMBb
BONOC PaKTOpaMM MMMYHHOW 3aLlMThl, YTO CBA3AHO C HAapylW eHMeM MeTabonm3ma
PETVHOMO0B, OTBEYAOL,MX KPOMe BCEr0 MPOYEero 3a 31acTMYHOCTb U POCT BOJOC.

CyuiectByeT reHeTyeckasa NnpeLpacnofoXeHHOCTb K AaHHOMY 3aboneBaHuto. B
OCTallbHbIX CNy4asx K HeMy MPUBOAAT 3SMOLMOHaNIbHbIe CTPECChI, BaKLMHAL NS,
BMPYyCHble 3aboneBaHnd 1 MPUEM HEKOTOpbIX NpenapaToB. Ha nepBoi cTaguu
bonesHu noasnaeTcs Hebonbl oe NATHO 0bAbICEHM S, KOTOPOMY XapaKTepHO
NoKpacHeHWe, CONPOBOXAatoLLeecs X>XeHneM, 3yA0M 1 NOBbILLEHHOMN
YYBCTBMTENbHOCTBIO KOXMW.

B 7% cnyvaeB oHO NepepacTaeT B MOJIHYIO MOTEPIO BOJIOC HA FOJI0BE MM Ha BCEM
Tene. O4aru BeINafeHns BOIOC MMEKT OKPYrible MK OBalbHble o4epTanns. Bonocel
BOKPYI HWX HeyCTOMYMBLI U Npu cnabom NoTarMBaHWm BeiNafatoT HebonbLlW MK
ny4Ykamu.

feHeTHMUYeckune paKTopbl pUCKa 04aroBoro

obnbiceHus
BapwuaHT bl, noBbIWatoLWwmne puck BapwuaHT bl, NOHMXa oW mne puck

[eH Bapuant  [enoTun  Bknag [eH Bapvant  [enotun  Bknag
HLA-DQAT rs9275572 GG IKZF 4 rs1701704 GG

- rs1024167 T - rs9479482 CC

ERBB3 rs705708 AA IL2RA rs3118470 TT

Céorf10 rs6910071 AG
- rs3130320 CC
STX17 rs10760706  TC
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Llenunakung

CpepHuu puck 1%

Baw puck

Llenvakns - 310 BpoxxaeHHoe 3aboneBaHune, Npy KOTOPOM OTMeYaeTcs
HemepeHoCMMOCTb besika — rmoTeHa (KeiKoBUHbI), CogepXallerocs B 3/1aK0BbIX
KynbTypax, Taknx Kak nileHua, poxXb, S4MeHb U 0BEC. PacnpocTpaHeHHOCTb
coctanset 1 cnydant Ha 300-1 000 yenosek. INprynHbBI BOSHMKHOBEHNS A0 KOHL,A
He yCTaHOBJIEHbl, HO eCTb MPEAMO0XEHME, YTO OAHON M3 HUX MOXET BbIThb
HacnefCTBEHHOE MopaXeHne reHoB, 0TBEYAOLWLMX 338 BOCMPUNMYMBOCTb OpraHn3mMa
K BO3,ENCTBUIO roTeHa.

B pe3ynbTaTte 4ero, 4yBCTBUTEJIbHOCTb KJNIETOK KN LW EYHOIo aNnTeInd K 3sTOMYy 6eﬂ|<y
MnoBbllW aeTCd, BO3HMKAeT BOCMajieHne CNMN3NCTON 0D0I0YKM U Hapyw atoTcA
npoueccobl nepeBapnBaHA N BCaCbiBaHNA. B,ELeTCKOM BO3pPacte OCHOBHbIMMU
CMMOTOMaMKM CTAaHOBATCA XpOHMYECKad Anaped, B3aytne XnBoTa, cCTeaToped
[Bbl,ELeJ'IeHl/Ie M3ObITOYHOIO KONIMYECTBa XU pacC KaJ'IOM] N 3alep>XKa pa3BnTn4d. Bo
B3pPOCJ/IOM — MOXET 0TMe4HaTbCH 6J'I€,£I,HOCTI3 KOXHbIX MOKPOBOB, aHeEM KA, HU3KU N
BeC.

B kauecTBe leyeHna Ha3Ha4aloT MOXKM3HEHHYIO De3rIOTEHOBYIO AV ETY, TO €CThb U3
paLMoHa MCKOYaloT MPOAYKThI, cofepXallne N eHnYHY0, PKaHYy 1 0BCAHYIO
MyKy. OrpaHnumnBaloT TakXe ynoTpebneHve XX1MpoB 1 Kkpaxmana.
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PacnpocTpaHeHHble 3aboneBaHus

I eHeTHUYecKkue d)aKTOpbl PUCKa LeJInakKuun

Bapma HT bl, NOBbILIaOWne puckK

[eH

PARKY7
ICOSLG
BACH?2
KIAA1109
RMI2
IMIZ1

BapuaHt
rs1033180
rs13010713
rs12727642
rs13314993
rs4819388
rs10806425
rs13151961
rs12928822
rs1250552

["eHoTMN
TC
GG
AC
GG
cC
AC
AA
CC
AG

Bknag

BapVIaHT bl, MOHMWXXa oW e pnuck

[eH
HLA-DQA1
LPP
PUS10
[COS

ARHGAP31

ETST

CCR3

TAGAP
PLEK
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BapuaHt
rs2187668
rs1464510
rs2816316
rs13003464
rs4675374
rs9792269
rs11712165
rs802734
rs11221332
rs2327832
rs17810546
rs13098911
rs10903122
rs1738074
rs17035378
rs296547

[eHoTMN

Bknag
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bunonsapHoe appeKTUBHOE PAaCCTPOUCTBO
([MaHMKanbHO-AENpeccUBHbIN NCUXo3)

CpenHumn puck 0.9%

Baw puck

BunonspHoe abdekTBHOE pacCTPOMCTBO — 3TO XPOHW YECKOoe HapylleHune
HaCTPOEHMA B BUAE €ro CHUXeHua (nenpeccmn), nosoieHns (Manmmn) nnm
CMellaHHbIX cocTosiHM . CMeHa pacnonoXeHns Ayxa MOXeT MPOMCXOAUTE Ha
MOCTOSIHHOM OCHOBE MM Yepe3 MOMEeHTbl HOpManu3auum NCMxXmyeckoro 340p0oBbS.
PaccTporictBo 3aTparvnBaet okono 1-2% HaceneHns.

[TPVUYNHBI 1 MeXaHW3M ero pa3BMTUS MOJTHOCTbLIO MOKa He ACHbI. TOYHO M3BECTHO
TOMBKO TO, YTO BONbLUYIO POfib UTPatOT reHeTnyeckme dakTopsbl. Bo MHOMMX cnydanax
3aboneBaHne HauMHaeTCs B MOAPOCTKOBOM BO3pacTe, MPOCTO Pacno3HaeTcs fLaneko
He cpasy.

KnuHnyeckasd kKapTMHa MOXeT NPOSBAATLCA MO-PAa3HOMY: Y OAHMX — B BU e
NepvoanYeCcKoro NOBbILWEHWUA HACTPOEHNH, Y APYrMX — B BUAE NEPUOLNYECKOTO
CHUXeHnd. PaccTpoiicTBO MOXET NpoTekaTb B mocaefoBaTeNlbHOM dopme
YyepeLoOBaHNA MaHWUW 1 Oenpeccuin, a NHOrLa Yepe3 MOMEHTLI MPOCBETIEHU A
MOBTOPAETCH OJHO M TO Xe cocToAHne (MaHnsa — HopManbHOe COCTOAHNE — MaHUd).
Ho yalie Bcero BcTpeyaeTcd MMEHHO COCTOAHME AeNpPeccum.

'eHeTUYeckune pakTopbl pUcKa

BapwuaHT bl, noBbIWatoLWmne puck BapwuaHT bl, NOHWXa oL ne puck
[eH Bapuant  [enotun  Bknag ["eH Bapuvantr  [enotun  Bknag
ANK3 rs10994336  TC CACNA1C  rs1006737 AA

C150rf53 rs12899449 AA
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HA3BeHHbIU KONUT

CpenHu1 puck 0.51%

Baw puck

73BEHHbIV KOMUT — 3TO XPOHWYECKOe BOCNannTebHOe NopaXxeHune ToCTOro
KuweyHnka. Bctpeyaetca B 37-246 cnyyasx Ha 100 Teicay yenosek. [Tk
3aboneBaeMocTn npnxoamTcs Ha 20-neTHM I Bo3pacT.

OcHOBHas NpMYMHa BO3HWKHOBEHWSA He BbiABAeHA. [ NaBHbIMK paKkTopaMu pucKa
CUMTaloOTCs reHeTnyeckasd NpeapacnofoXeHHoCTb U MHbekunu. [epBbiM
NPU3HaKOM S3BEHHOMO KONMTa ABNSETCA AMapes, MHOMAA C MPMMeChio KpOBU, B
NOCNeACTBMM K HEM MOTyT NPMCOeAMHNTLCA CXBaTkoobpasHblie bonn B obnactu
XXMBOTa, CHU>XXEHW e anneTnTa 1 Maccel Tena.

MHOF,D,a BCTPEHaloTCA N BHEKU LU EYHblE NMPOABIIEHN A 6Oﬂe3HI/II HanpmnMmep, aHeMn4,
NinXopanka, nopaxeHme CyCtaBoB MJIK TNa3. JleyeHune HanpaBJlIeHO Ha YyCTpaHeHWE
CMMIOTOMOB 1 noanepXaHne I'IOCJ'Ie,EI,yPOLLI,eIZ peMnccni. B,[I,OI'IOﬂHeHl/Iel bonbHbIM

Ha3Ha4YaeTCd AneTa, boraTaq nAeBbiIM BOJIOKHAM .
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PacnpocTpaHeHHble 3aboneBaHus

I eHeTHUYecKkue d)aKTOpr PUCKa A3BEHHOTIo
KOJIUTAa

Bapwa HT bl, NOBbILWaOWne pnuckK

[eH

AMZ1
PLCL1

ZFP90
IL23R

BapuaHt
rs6426833
rs7134599
rs798502
rs1016883
rs11739663
rs1728785
rs11209026

[eHoTMN
AA
AG
AA
GG
T
cC
GG

Bknag,

BapVIaHT bl, MOHMXXa oW e pnuck

[eH

HDAC7

HNF4A
PARKY7
IRF5
Clorf106

LSP1
CXCL5
Chorféb
MAML?2

SFMBTI

M

BapvaHt
rs11168249
rs4409764
rs2823286
rs2836878
rs6017342
rs35675666
rs2413583
rs4728142
rs7554511
rs941823
rs17085007
rs907611
rs2472649
rs6920220
rs254560
rs483905
rs2155219
rs38904
rs6088765
rs9847710

["eHoTMN
cC
T
GG
GG
AC
TG
cC
GG
cC
TC
TT
GG
AG
GG
GG
GG
TG
1C
16
TC

Bknap
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AHeBpW3Ma coCya0B rojIoBHOro Mo3ra

CpepHuu puck

Baw puck

1.8%

AHeBpM3Ma COCyA,0B roJIOBHOMO M0O3ra — 3To Hebosiblias NonoCTb, B BUAE MeLl 04Ka,
KoTopas NosiBAAETCA MPU MCTOHYEHM W CTEHKW COCYAa, HamONHAETCH KPOBbIO U1
pacTeT B paaMepax. Camoe onacHoe nNocnefCcTBMe — pa3pbiB aHEBPM3MbI, B
pe3ynbTaTe KOTOPOro MPOMCXOANT KpoBOM3nnaHMe B Mo3r. OgHako Takoe cryvaeTcs

y 5-10 yenosek 13 10 000.

AHeBpM3MOHOCUTENAMN aBNstoTCA 9% HaceneHsa naaHeTbl. B ocHoBHOM oHa
Bo3HMKaeTy ntoaei B Bo3pacte 30-60 neT. KeHw nHbl bonetoT eto B 2 pasa valye,

4eM MYXYNHbI.

O6pa3OBaH|/|e BbIMYKJIbIX MELW OYKOB MPONCXOOUNT M3-3a HapylweHndA CTPYKTYPbI
COC}/,EI,I/ICTOPI CTEHKWN. K3TOMy MMeeTcd rereTn4deckad npegpacrnosioXXeHHOCTb. Ho
BblIAENAT N Opyrne q)aKTOpr, noBbliWarW e PUCK MNOABNEHNA aHEBPU3MbI.

'eHeTUYeckune pakTopbl pUcka aHeBpU3Mbl
COCYyAOB rosI0BHOro Mo3ra

Bapma HT bl, NOBbILWaOWKUe pucK

["eHoTMN Bxnag
- rs9298506 AA

CNNM?2 rs12413409 GG

[eH BapuaHTt

BapVIaHT bl, NOHMW>)Ka oW e puckK

[eHOTUN Bknag
- rs11661542 AA

STARD13  rs9315204 CC

[eH BapvaHt
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bone3Hb KpoHa

CpenHu1 puck 0.32%

Baw puck

BonesHb KpoHa - 310 Hecneunduryeckoe BocnaneHue nobbix 0TAEN0B XeNyL04HO-
KM eYyHoro TpakTa c obpa3oBaHMeM Tpel M H 1 938, MOBPEXAAILLUX CTEHKN.
[TpMepHad yacToTa Bo3HMKHOBeHU A cocTaBndeT 80 cnydaeB Ha 100 000
HaceneHus. [Mnk 3aboneBaemocTn npuxoamnTca Ha BospacT 20-30 neT.

[TonaratoT, 4To NpUYMHaAMM BO3HMKHOBeHM S bone3Hn KpoHa MoryT BeiTs He ToNbKO
reHeTMyeckmne 1 ncmxonormyeckne GbakTopsl, BUPYCHble N bakTepnanbHble
MHOEKL MK, HO TakXKe BAMSAHME OKpYXXatoLL el cpeabl, KypeHue, ynoTpebneHune
HEeKOTOpPbIX IeKapCTBEHHbIX MpenapaToB, paduHUPOBAHHOIO caxapa, HeL0CTaTOYHO
cBexnx opolen n ¢pyktos. Cpean cCMMATOMOB Yallle BCero otMevatorcs bonum B
XM BOTE, KOTOPble MOABAAIOTCA Cpa3dy Nocfie efibl, YacTble N03bIBbI K Aedekauuu, B
TOM 4Mcrie B HOYHOE BpeMs, U YyBCTBO HEMOJIHOTO ONOPOXHEHU A KM LI eYH M KA.
JleyeHne HanpaBneHO Ha yCTpaHeHM e CUMATOMOB M NOAAEpPXaHWe nocnenyoLemn
peEMUCCUN.

BonbHbIM Ha3HavatoT MEeONKaMEHTO3HYIO Teparnto N JneTy, 6oraTyro N eBbLIMA
BOJIOKHaM®.
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'eHeTUYyeckue pakTopbl pucka 6onesHu
KpoHa

BapwuaHT b, noBbILLaOLWNE PUCK BapwuaHT bl, NoHWXKa oLmne puck
["eH BapvaHt  [eHotun  Bknag [eH Bapuant  [enotun  Bknag
HLA-C rs9264942 cC - rs4409764 1T
FUT2 rsb16246 1T - rs2823286 GG
SMAD3 rs17293632  TC - rs2836878 GG
CD40 rs1569723 AC - rs559928 T
PHTFT rs6679677 cC - rs9286879 AA
- rs6651252 TT TUBD1 rs1292053 AA
IL23R rs11209026 GG CCDC122  rs3764147 AA
- rs4836519 T RSPQO3 rs9491697 AA
CXCR5 rs630923 cC Clorf106 rs7554511 CC
MAP3K8 rs1042058 TC C100rf55 rs2227564 TC
- rs17391694  CC - rs2413583 CC
STAT4 rs1517352 AC BACH?2 rs1847472 AC

= rs6568421 AA
- rs194749 T

EPO rs1734907 GG
- rs11564258 GG
CCL7 rs3091316 AG
NOD2 rs2066847 --
CDé6 rs11230563  TC
- rs7702331 AG
JAZF1 rs864745 TC

- rs1456896 1C
THADA rs10495903  CC
- rs212388 TC
- rs2155219 16
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CuHppom LUerpeHa

CpepHuu puck

Baw puck

1.27%

Cuvnpopowm LLerpeHa - 3To ayTOMMMYHHOE NMopaxxKeHe COeANHUTENbHON TKaHW
Xene3 BHEWHEN CeEKPeLLMM, XxapaKTepm3yloLLLeecsa CyXoCTbio CM3KCTbiX obonoyek. B
OCHOBHOM MM CTPafaloT XeHLWWHbI B MOCTMeHonay3anbHoM neproge. CnHapom
lLlerpeHa yallle BCero nopaxaeT rna3a, BbI3biBasd B HUX XXKeHMe, pe3n 1 oLyl eHne

«necKa».

Takxe npn 3TOM 3aboneBaHnM Ha6J'HO,£I,aeTC‘FI Bblpa>XeHHad CyXxoCTb KOXW, MOJIOCTU
pTa N HOCOTJ10TKW. B bonbuwunHcTBe CllydaeB pa3BMBaeTCH 3aMeTHbIN ynagok cnii,
bonn B CyCTaBaXx M MblL L ax. Ha ,D,aHHbIVI MOMEHT CI'IeLI,l/ICI)l/I‘-IeCKOI_O e4yeHn4d,
HamnpaBJIeHHOrNo Ha BOCCTaHOBJIeHN e CI)yHKLLl/H/I XKeJies, He Cyll ecTByerT.

BMmecTo 3T0ro oka3biBaeTcsa cMMnToOMaTnyeckas u nogaoepxmnBarwwad Tepann4d.

I eHeTHUYecKkue (I)aKTOpr PUCKa CUHAPOMaA

LLierpeHa

Bapma HT bl, NOBbILWaOLW e pnuck

[eH Bapuant  [enotun  Bknag

BapVIaHT bl, MOHMWXXa oW e puck

[eH Bapvanr  [enotun  Bknag
STAT4 rs7582694 GG
CD14 rs2569190 AG
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LLinsodppeHns

CpepHui puck 0.87%

Baw puck

LLIn3odpeHna - 370 ncmxmyeckoe 3aboneBaHne, KOTopoe BAMSET Ha GyHKL UK
CO3HaHU4, MbICIUTENbHbIE MPOLLECCHI, 3MOLMOHaNbHOE NOBELEHNE 1 BOCNIPUATHE
okpyXatowero mupa. lnarHoctnpyetcs B cpeaHemM y 1% xuTtenen Hawen nnaHeTsl.
OcHoBHas NpMYMHa BO3HMKHOBEHUS — FTeHeTUYeCcKm It GakTop.

Ho cunTtaetcs, 4to K 3TOM HONE3HM MOTYT MPUBECTM Tak>Xe CTPECCOBbIE COCTOAHN S,
BUPYCHble MHdeKLMM 1N HapyweHns obMeHa BewecTts. Jlioan, cTpagatowme

LW M30dpeEHNE, XMBYT B CBOEM MPUAYMAHHOM MUpe. Y HUX YacTo BO3HMKALOT
HaBA34YMBble naen, bped 1 ranmoLMHaLUK,

[[0BOPAT OHM, KakK NpaBKI0, MNONHY beccMbICANLY, MTPUYEM C LOKa3aTENbHOMN
cnnoi. Takxe y HUX 0TMeYaloTCa U3MEHEHN S B 3MOLMOHaNnbHoN chepe, Hanpumep,
Ha MOXOPOHAX OHW MOTYT CMEATLCH, a NPV NO3UTUBHbBIX CODBITUAX — NnakaTb. Ha
CEerofHAWHNY OeHb He CyLLecTByeT MeTOA0B, CNOCODHbLIX MOIHOCTLIO M3N1e4YNTb OT
L N30PPEHUN.

'eHeTUYeckune pakTopbl pUCKa

BapwuaHT b, noBbILWatoLWne puck BapuaHT bl, noHMXatoLmne puck
[eH Bapvant  [eHotvn  Bknag [eH Bapvant  [eHotvn  Bknag
- rs12966547 GG CNNM2 rs7914558 AA
NT5C2 rs11191580 1T - rs1625579 16
= rs17662626  AA = rs7004633 AA
CSMD1 rs10503253  CC
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PacnpocTpaHeHHble 3a60N1€BaHNA  sassese

TapouBHasaA ANCKUHE3US

CpenHu1 puck 0.2%

Baw puck

TapavBHasa AN CKMHE3Ud — 3TO COCTOAHME, XapaKTepmn 3yl eecsi B OCHOBHOM
HEMPOM3BONbHBIMU ABMXeEHNAMU TYD, a3bika U W EK. Bo3HMKaeT oHo kak noboyHbIN
sdpdeKkT Ha GoHe ANNTENBHOIO NPUMEHEHU S aHTUNCUXOTUYECKUX NpenapaToB, a
MHOMAA Cpa3y XXe nocfe NepBbiX MecsaLeB Tepanuu sTuMu Beuwlecteamm. K
dakTopaM prcka OTHOCAT 3penblii Bo3pacT, nos (datle BoNeT XeHUnHbi),

NpeaLl ecTBylOLL ee OpraHMyeckoe NopaxKeHne roJoBHOro Mo3ra, MeHonayaa,
anKorofiM3M 1 reHeTMyeckas NpeapacnonoXeHHOCTb.

Bo MHormx cnyyadx, KpoMe Helnpon3BOJIbHbIX ,EI,BVI)KGHI/IVI anuya, Ha6J'|PO,El,afOTC‘F|
BCXNNMbIBaHWNA, CTOHbI, KPAXTEHNE N MbIXTEHNE. 3710 MOXET ConpoBOXAATbCA
HEMPOM3BOJIbHBIM OPOXaHNEM KOHEeYHOCTen. ﬂPO,EI,‘FIM, CTpajatown™Mm TapanT BHOWM
,D,VICKeHI/I3l/IeVI, CJIOKHO HE OBMTaTbCd, MO3TOMY OHM MOTYT COBeplLUaTb
packaynBarownecqa nin 3akpydynBatolwnecd TenoBN>XeHn4d.

CMMNTOMBbI, Kak MpaBWIIO, YCUINBAIOTCA MPY BOJIHEHU W M B MCUXOTPABM U PYHOLLL U X
cnTyaumnax. B kayectse fle4eHN S OTMEHSIOT UM CHUXKAIOT L03Y
aHTUMCUXOTUYECKOro Npenapara, @ MHOrAa — 3aMeHdA0T Ha LPYron, C KOTOPbIM
CBAA3aH MEHbL W PUCK BO3HUKHOBEHUSA LNCKUHE3NN.

eHeTHMuYeckne paKTopbl pucka TapaUBHOM

BapwuaHT bl, noBbIWatoLWwmne puck BapwuaHT bl, NOHMXa oW mne puck
[eH Bapuant  [enoTun  Bknag [eH Bapvant  [enotun  Bknag

DPP6 rs6977820 CC
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PaccesiHHbIU CKepos3

CpenHumn puck 0.11%

Baw puck

PaccedHHbIN ckNepo3 — 3T0 XpoHMYecKoe 3aboneBaHMe LeHTpanbHON HEPBHOM
CUCTEMBI, KOTOPOE NPOABAAETCS ocnabneHem ABUXKEHUN, HapyLl eHNIMN
KoopAnHauuu n napannyom. B Poccnun HacumTeiBatoT okono 150 000 niopen,
bosetol X paccesHHbIM cknepo3oM. B ocHoBHOM 370 Monogsie (0T 15 go 35 neT)
KEHL M HbI.

[[naBHaa NpMyMHa BO3HMKHOBEHW S 3TOW DoNe3HM HensBecTHa. Ho nogo3pesatoT
BANSHWE BYPYCHOM NMHPEKLLMM, NEPEHECEHHOW B paHHEM [eTCTBe, a Takxe
ayTOMMMYHHble MPOL,eCChl B LLeHTpasbHOM HepBHOW cncteme. K nepBbIM Npr3Hakam
OTHOCHAT DbICTPYIO YTOMNIAEMOCTb, HapyLl eHNE PaBHOBECK A U LLIATKOCTb MOXOAKM .

Takxe Ha Ha4yanbHOM 3Tane bone3Hn HabnofaeTcs CHUXKEeHM e OCTPOThI U CyXXeHue
nonen 3peHnsa. [lanbHelwee nporpeccMpoBaHmne pacCessHHOro Ckflepo3a NpuUBOAUT
K YTOMIAEMOCTM KOHEYHOCTEN, HEMOHOMY Napanunyy, LBOEH M0 M30bpaxeHns,
FONI0OBOKPY>XXEHWUAM, HapyLLI eHMAM peyn, BO3HMKHOBEHM O CIOXHOCTEN C roTaHueM,
MOYenCnycKkaHeM, OMOPOXHeHNeM KMl eyHmnka. [1proctaHoBKUTL pasBuTme
3aboneBaHN A MOXHO, HO TONIbKO Ha HaYaNbHOW CTaguK, ANS 3TOro HeobxoaAnMo
eXxeLHEeBHO 3aHNMMaTbCA nevebHon GU3KynbTypon.
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PacnpocTpaHeHHble 3a60M1€BaHNS  ooccee

'eHeTU4Yeckne pakTopbl pUCKa pacCesHHOro
CKnepo3a

Bapwa HT bl, NOBbILWaOWne pnuckK

BapVIaHT bl, MOHMXXa oW e pnuck

[eH Bapuant  [eHotvn  Bknapg [eH Bapvant  [eHotvn  Bknapg
FCRLT rs2050568 1C PLEKHG6 rs1800693 cC
AGBL?2 rs7120737 GG CXCR5 rs523604 AA
WWOX rs12149527 1T - rs7923837 GG
- rs7196953 AA TNFSF14  rs1077667 cC
- rs793108 1T IF130 rs11554159 GG
NPEPPS  rs4794058 TT PHGDH rs666930 T
TRAF3 rs12148050  AA RGS14 rs4976646 T
- rsd9772922 1T |QGAP1 rs8042861 GG
JAZF1 rs?17116 GG TET2 rs2726518 AA
PXT1 rs941816 AG - rs4679081 T
LIMET rs2256814 AG = rs1843938 GG
TCF7 rs756699 1T - rs7204270 1T
FOXP1 rs9828629 cC SLCA4LAZ rs2288904 AG
DDAH1 rs11587876 1T BCL10 rs12087340  CC
RMI2 rs6498184 cC SKAP?2 rs706015 T
- rs2456449 AG CENPO rs4665719 T
TYK?2 rs34536443 GG CDH3 rs1886700 CC
- rs2688608 16 - rs4780346 GG
STAT4 rs9967792 TC
LTBR rs12296430 GG
- rs533646 GC
- rs9736016 AT
ELMO1 rs60600003  TT
- rs842639 AG
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CaxapHbin gnabet 1 Tnna

CpepHuu puck 0.13%

Baw puck

CaxapHblt ornabet 1 Tvna - 370 3aboneBaHMe SHOLOKPUHHOMK CUCTEMbBI, MPU KOTOPOM
HabntopaeTca abcontoTHaa HeA0CTaTOYHOCTb MHCYIMHA M3-3a HapyLll eHns paboTsl
noA>XenyLoyHou xXenesbl. HactoTa pacnpocTpaHeHuns B obuiert nonynaumnm
coctaBnseT npumepHo 15 cnydaes Ha 100 000 HaceneHnd. B ocHoBe 3aboneBaHund
NeXNT HEeLOCTAaTOYHOCTb BbIPaboTKM MHCYNNHA SHOLOKPUHHBIMK KNeTKamu
NoAXKenyLoYHOM Xene3bl, Bol3BaHHAsA MX pa3pylleHneM Nnof BANSHUEM BUPYCHbIX
MHOEeKL NI, CTpecca 1 ayTOMMMYHHbIX 3aboneBaHuU .

I,£|,1/|a6eT IRIZGE Halule pa3BrBaeTCd B AeTCKOM MM NOAPOCTKOBOM BO3pacTe.
KnuHnyeckne NpoABJIEHN A BblPpa>XakoTCH yl-IaLLLéHHbIM 0OV NbHbBIM
Mo4encnyckaHmem, B ToOM 4ncie n B Ho4YHOe BpeMd, NOCTOAHHbIM HEYTOJTM M bIM
ronsogom um )Kc':])K,EI,OVI, CHM>XeHneM BeCa, KOTOpPOe pa3BMBaeTCA HECMOTPA Ha

MNOBbIL EHHbIN anneTnT. |/|HOF,EI,8 BCTpedaeTCd 3y KOXWN N CIIN3NCTbIX o6onoqe|<,
O6LLI,aﬂ Mbll e4vYHad CJ'Ia6OCTb, royiloBHa4 6OJ'Ib, BoCnannTesibHble TPyAHON3NEYN MblE
MopaXeHNd KOXKN N HapylleHne 3peHn 4.

,D,J'Iﬂ NiedeHnA NCNob3YyHOT MHCYNTIMHOTEPANMIo, Ha3Ha4yatoT CleynajbHyto ANETY U
yMepeHHble CI)I/|3I/| HeCKne Harpysku.

FeHeTnYeckne pakTopbl pPUCKA CAXapHOTro
aunabetra 1 Tuna

BapwuaHT bl, noBbIWatoLWwmne puck BapwuaHT bl, NOHMXa oW mne puck

[eH Bapuant  [enoTun  Bknag [eH Bapvant  [enotun  Bknag
HLA-DRA  rs9268645 GG IKZF 4 rs1701704 GG

- rs924043 cC CLEC16A  rs2903692 AA

CTLA& rs3087243 GG EFR3B rs478222 TT

IGF2 rs3741208 AG LMQ7 rs539514 T

GLIS3 rs10758593  AG - rs12251307 TC
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[Noparpa

CpepHuu puck

Baw puck

I LTI IR I I Il I I IR Il I I IRl I 1Tl
SO0 RRRRRORRIRRORRIRRORRORNNRBORRRRNNRBRRRRBRRRORINRNRRRORNRDBRRNRRNRBRNRRRRAYYY

0.49%

PacnpocTpaHeHHble 3aboneBaHus

Monarpa - 370 3aboneBaHune, xapakTepuayloLLeecs OTNIOXEHWEM ypaToB (KaMHei
WAV MOYEBOM KMCNOThI B Pa3MyYHbIX TKaHAX OpraHmM3Ma, Yalle BCero B CyctaBax.
[Tk 3aboneBaemoctn npuxoaunTca Ha 40-50 neT, cCOOTBETCTBEHHO, C BO3PacTOM
PacnpoCTpPaHEHHOCTb MOAArpbl yBennymBaeTcd. B 0CHOBHOM BCTpPeYaeTcs y My>XKUMH.

[TPMYMHON BO3HWMKHOBEHM A CTAHOBUTCS HapyL eHMe paboTbl moyek, B pe3ynbTaTte
KOTOPOro MoYeBas KM CoTa nonajaeT B KPOBb M Pa3HOCUTCA MO BCEMY OpraHn3Mmy,
CKananBasach B BUAE OTJIOXKEHU I B Pa3IMYHbIX OpraHax 1 TkaHax. [lepBbiM
CMMMTOMOM CTaHOBMUTCH BOCMNalieHne CyCTaBoB, COMPOBOXAAtoLLLeeCcH MX
MOKPaCHEHWEM, OTEKOM 1 BONTle3HEHHOCTBIO. [1pn OTNOXEHNN KaMHEN MOYeBOW
KW CNOTbl B MOYKax NOSIBASIOTCA pelnanBUpyoLLMe NuenoHedpuThl.

,DIJ'IQ JiedeHnd NpUMeHdoT CreunalbHyo ety U MeANKaMEeHTO3HYIO Teparnio.

'eHeTUYeckune pakTopbl pUcKa noparpbl

Bapwa HT bl, NOBbIWaOWNe pUCK

[eH
TRIM46
PDZK1
NRXN?2
TMEM171
BAZ1B
QRICH?2

BapuaHt
rs11264341
rs1471633

rs478607
rs17632159
rs1178977

rs164009

[eHOTMN
e
T
AG
GG
AA
AG

Bknag,

BapVIaHT bl, NOHMW>)Ka oW e puckK

[eH
SLC16A9
INHBC
SLC17A1
OVoL1
SLC22A11
ORC4
UBE2Q2
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BapvaHt
rs1171614
rs3741414
rs1165151
rs642803
rs2078267
rs17050272
rs2307394
rs1394125
rs675209

[eHoTMN Bknag
T
TC
16
T
TC
GG
TT
GG
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3aKpbITOyrosibHasa rnaykoma

CpenHu1 puck 0.4%

Baw puck

[‘naykoMa - 370 3aboneBaHue, XxapakTepu3yloL,eecd NOCTOAHHbBIM MK
NepMoanYeCcKNM MOBbILEHNEM BHYTPUTIA3HOMO AaBeHns. HYalle Bcero
BCTpeyaeTca y filogen ctapwe 40 neT, HO MHOrAa MOXET MPOSIBUTHCS B MOJSIOAOM MK
Laxe MnafeHdveckoM Bo3pacTe. K dakTopam prcka 0THOCAT HacneLCTBEHHOCTb,
BPOXAEHHbIE aHOMaNUK, apyrue rnasHolie 3aboneBaHnd 1 TpaBMbl, CaxapHbli
AvabeT, r’MNOTOHWIO, HapyLW eHNs paboTbl LLMTOBMAHOW Xene3bl U HEPBHOM
CUCTEMBI.

PaznuuatoT oTKPbITOYrobHYI0 U 3aKPLITOYroNbHYI0 (BCTpedaeTca pexe) dopMbl
rnaykombl. B ocHoBe 3aboneBaHnsa NnexuT HapylleHne MexaH13Ma oTToka
BHYTPMNA3HOM XUAKOCTU, KOTOPOe MOXET BbITb CNPOBOL M POBAHO TYCK/1bIM CBETOM,
HEeKOTOPbIMW MeAMKaMeHTaMUn 1 Aaxe KanaaMu AnAs rnas, coBOM, BCEM, UTO
3aCTaBAAeT 3pavok pacllmpsaTecs. Pe3koe NoBbilW eHMe BHYTPUTNA3HOMO AaBAeHN S
BbI3bIBaeT OCTpYto 60Nb 1 3aTyMaHWBaHM e 3peHUS.

[Tof0bHbIE NPUCTYMNbI YaCTO BO3HMKAIOT MPY HEPBHOM MepeHanps>kXeHnu,
nepeyTtoMieHumn, oAnMTensHOM npeboiBaHe B TEMHOTE, MPOLOIKUTENbHOM paboTe B
MONOXEHNWN C HAaK/IOHOM rOJ1I0BbI 1 NpreMe BobLl oro Koanyectsa xunakoctn. [na
NeYeHUd NPUMEHSIOT MeAMKaMEHTO3HYI0 Tepanunio, a B Ciydae ee HesPpPeKTVBHOCTY
- JlazepHoe UK XM Ppyprmyeckoe BMellaTenbCTBo.

I'eHeTUYeckune pakTopbl pUcKa
3aKpbITOYroJsibHOM rf1ayKoMbl

BapwuaHT bl, noBbIWatoWwmne puck BapwuaHT bl, NOHMXa oL e puck
[eH Bapuant  [ernoTun  Bknag [eH Bapvant  [enotun  Bknag
PLEKHA7 rs11024102 T COL11A1 rs3753841 AA

- rs1015213 cC
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PacnpocTpaHeHHble 3260N1€BaHNS  sassese

Pak nerkux

CpepHui puck 0.064%

Baw puck

Pak nerkux — 370 3abosieBaHue, CONPOBOXAatoLLeecs pasBuTNEM
3nokayectBeHHoro obpasoBaHua B nerkux. OHo ABNAeTCS OgHON 13 Hanbonee
pacnpocTpaHeHHbIXx dopM paka. Kaxabin rog nm 3abonesatot okono 12 000 000
YenoBek.

[TpyyeM My>XXUMHbBI BO MHOrO pa3 Yalle XeHuUnH. Peako Bo3HMkaeT 0o 45 neT, B
OCHOBHOM MpUX0ANTCS Ha bonee 3penbiin Bo3pacT. Cpean NpUYMH, BbI3bIBAKOLLNX
pak nerkux, Ha NepBOM MecTe HaxoaMTCs KypeHune, 3a HUM — paboTa BO BpeAHbIX
ycnoBuax (3arasoBaHHoOCTb, acbecToL,eMeHTHOE MPOM3BOACTBO, MOBbILW EHHOE
coflepXaHue MbifieBblix YacTULL B BO3Ayxe, BO3J el CTBME pafoHa), BUpYCHbIe
MHPeKLNN 1 reHeTuyeckne bakTopebl.

PaHHMe Npu3Haku 9BASIOTCS HecneundUUYeckKMMM U HAaMOMUHAKT CUMATOM bl
Apyrux 3aboneBaHnm opraHoB AbixaHua. KHUM OTHOCATCS HapacTatou,as
NPOAOSIXXMUTENBHOCTb MPUCTYNOB KAl s, yBeNnyeHne obbeMoB MOKPOThI U
NosiBAEHWE B HEN MPOXMIIOK KPOBM, FTHOMHbIE BblAeneHa 1 bonu npu kauw e,
ofblWKa, yxyauweHne obuiero coctoaHma n cnabocts. Pak, passmBatowmincs npamMo
Ha BEPXHEWN YacTu Nerknx, MoXxeT NposBASATLCA CMLHOW Bonbio B NNeve,
pacnpocTpaHsaIoLULeNCa BHU3 N0 pyKe.

'eHeTUYeckune pakTopbl pUCKa paKa JIerkux

BapwuaHT b, noBbILLaOLWNe PUCK BapwuaHT bl, NoHMX@oLLMNe pUcK
[eH Bapuant  [eHotvn  Bknapg [eH Bapvant  [eHotvn  Bknapg

CHRNA3 rs1051730 AG CLPTMI1L  rs401681 1T

TERT rs2736100 cC

APOM rs3117582 1T
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MenaHoMa

CpepHuu puck 0.054%

Baw puck

MenaHoMa - 370 arpeccrBHas 370Ka4yeCTBEHHAs 0MyxX0sb KOXMW, KOTopas BO3HWKaeT
B pe3y/nbTaTe NopaXxeHnsa MUIMeEHTHbIX K1eTOK, MPOAYL MV Py NX MENAHNH.
KeHuwmHbl 0o 60 net bonetoT Yalle My>KUYnH, a NOC/e MelaHOMa BO3HMKAET C
o0flMHaKoBOM YactoTon y obonx nono.. [nk ee noasneHns npuxoantca Ha 30-50
nert.

OCHOBHOW NPUYMHOM CTaHOBUTCH BO3LENCTBUE yNbTPadM 01eTOBOr0 CONTHEYHOTO
M3My4eHnd, NoNafatolUlero Ha Hesal M eHHble y4acTkn Koxu. B bonswmnHcTBe
C/ly4aeB OHa pa3BMBaEeTCs y JIOLEN, MOYyHaBLU MX COJTHEYHbIE OXXOrM B AEeTCTBE U
IOHOLL eCKOM BO3pacTe, a TakxXe —y paboTalolwnx B 3aKpbITbIX MOMELLEHV AX, A
OTAbIXAlOLWLMX B OXKHbIX CTpaHax. Hemanyto ponb B pa3BUTUM MeNaHOMbl OTBOAAT
TPaBMUPYIOLLMM NOBPEXAEHVNAM POAVHOK, TOPMOHAIbBHOMY U MUMMYHHOMY CTaTyCy,
a Tak>XXe HacneACTBEHHOW NpeapacnofoXeHHOCTH.

HaunHaeTcd oHa c NOSIBNEHU A HOBbLIX NN YBENMYEHW A B pa3Mepax yke
CYLL,eCTBYIOLLMX POAMHOK VN POAUMBIX MATEH, 3YAa, XXKEHNS N KPOBOTOHMBOCTH B
30He onyxonu. Kak npaBnio, BoCNaneHHble KNeTKM KOXW MMeT KOPUYHEBLIN UK
YepHbI LLBET, B HEKOTOPbIX CIy4asx — PO30BbIW, XenToBaThln nnm gaxe bensin. K
LOMOJIHNTENbHbBIM MPU3HAKaM MOXHO OTHECTW W eyl eHne, BoiNafgeHne paHee
CyLL,eCTBOBaBLUNX BOJIOC, BO3HUKHOBEHME YMIOTHEHW I Ha MOBEPXHOCTU
MUTMEHTHOW OMYX0NW U yBeNMYeHNe BanxKan W mnx K Hert MM boy3nos.
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I eHeTHUYecKkue d)aKTOpbl PUCKa MéJiaHOMbI

Bapma HT bl, NOBbILIaOWne puckK

["eH
SLC45A2
CDK10
ATM

BapuaHt

rs35390
rs258322
rs1801516

["eHoTMN
AA
AG
GG

Bknag

PacnpocTpaHeHHble 3aboneBaHus

BapVIaHT bl, MOHMWXXa oW e pnuck

[eH
CLPTMI1L
ALS2CR12
ALS2CR12
ALS2CR12
TYR
PLA2G6
MX?2
MTAP
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rs401681
rs1035142

rs13016963

rs4911414
rs700635
rs1393350
rs6001027
rs45430
rs7023329

[eHoTMN

T
GG
GG
16
AA
GG
AG
1C
AG
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Hapkonencus

CpepHuu puck 0.047%

Baw puck

Hapkonencus - 370 3aboneBaHne, Npy KOTOPOM OTMEYaloTCst MPU CTYMbI
HeyoepXMMON COHAMBOCTK. Yalle pa3BrvBaeTCa y MOOAbIX Ntoaen,
NPENMYLLECTBEHHO Y MY>XUYMH. PacnpocTpaHeHHOCTb B pa3BMThiX CTpaHax
coctasnqaet 20-40 cnyyaes Ha 100 000 yenoBsex.

Bo3HunKaeT oHa B pe3ynbTaTe NepeHeceHHon YepenHo-M03roBo TpaBMbI,
MHOEKLMIA MM ONyXoaen rofloBHOro Mo3ra. B oTaenbHbIX ciydasx oTMedaeTcs pofib
HacnencTBeHHOro daktopa. [1py Hapkonencum NAM MOTYT 3aCbiNaTb BO BPEMH
enbl, paboTbl 1 Xo4b0bI.

B 70% cnyyaes HabnogatoTcd KaTanaekTnyeckue npuctynsl (KpaTkoBpeMeHHoe
paccnabneHune MbillL, CONPoBOXAalLLeeca nageHremM 6onbHOro), Bo Bpemd
KOTOPbIX CBELIMBAETCS roN0Ba, OMYCKaTCs pykKM, cnabetoT HOMK, YenoBek He B
CMNax NoL eBeNnTb KOHEYHOCTIMM, HO MPU 3TOM HaXOAMTCHA B CO3HAHWW.
[Tpoa0MKaThCs 3TO COCTOSAHME MOXET B TEYEHM e HECKONbKMUX MUHYT. [NpakTnueckn y
BCEX HApKONEMNCMKOB OTMEYAETCSA TPEBOXHbIN, MOBEPXHOCTHbIN, MPEPbLIBN CThIA
HOYHOWM COH, COMPOBOXAAOULWNIACA KOWMaPHbIMU CHOBUAEHUSAMN.

'eHeTUYecKkune pakTopbl pUcKa Hapkonencum

Bapma HT bl, NOBbILWaOWne puck BapmaHT bl, MOHMWXXa oW ne pnck

[eH Bapuant  [eHotvn  Bknapg [eH Bapvant  [eHotvn  Bknapg
- rs12587781 1T
- rs1263646 T
- rs6678151 cC
- rs2367191 AG
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KonopekTanbHbIN pak

CpenHu1 puck 0.17%

Baw puck

KonopekTanbHbIN pak — 00606 EHHOE Ha3BaHW e 310Ka4YeCTBEHHbIX
HOBOObPa30BaHM i TONCTOM M NPAMON KM KK. B Mnpe exerogHo pervictpmpyeTcs
bonee 500 000 cnyyaes sToro 3aboneBanna. OHO MOXET BO3HUKHYTb B 1t0HOM
BO3pacTe, HO B OCHOBHOM 0bHapyxwuBaeTca y ntofen ctapwe 40 ner.

Pak TonCTOM KM KW Yallle BCTPeYaeTCs Yy KeHUWWH, @ pak mpsiMon KMLW KN -y

My unH. K dakTopam prcka oTHOCAT xapakTep nuTaHua (nuuia ¢ npeobnagarvem
XU BOTHbBIX X1 pPOB, bENKOB 1 caxapa), ManonoaBMXHbI 06pa3 Xn3Hu,
XPOHMYeCckne 3anopbl, A3BEHHbIK KoNUT, bonesHb KpoHa, ageHoMy TONCTOM KU LW KK
B aHaMHe3e, Mo Mbl, PaK XXEHCKUX FeHUTaNU M UAM MONOYHbBIX Xefe3 B aHaMmHese,
HacneaCTBEHHYIO NpeapacnofioXXeHHOCTb. 3aboneBaHne ANNTeNbHOE BpEMSA MOXET
npoTekaTb beCCMMNTOMHO.

WHorpa ytomngeMocTs U cnaboCTb ABNAOTCH eANHCTBEHHbBIMW €0 MPOABIEHNAMU .
B npyrvx cnydaax Hanbonee pacnpocTpaHeHHbIM NPY3HAKOM ABAAETCS
KpoBoTeyeHue Bo Bpema fedekaumm. Cam nporecc MoxeT bbiTb BonesHeHHbIM U
BbI3bIBATb YYBCTBO HEMOJIHOTO OMOPOXHEHN A MPAMON KU LKW,

I eHeTUYecKue paKTopbl pUCKa
KOJIOpPeKTaJibHOro paka

BapwuaHT bl, NnoBbIWatoOLWMe pUCK BapuaHT bl, NOHMXaloLWMne pUck

[eH Bapvant  [eHotvn  Bknapg [eH Bapvant  [eHotvn  Bknag

- rs6983267 T
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TpoMbo3 rnybokux BeH n TpoMboaMbonus
NIero4YHOUn apTepum

CpenHumn puck 0.1%

Baw puck

Tpombo3 rnyboknx BeH — 370 3aboneBaHue, xapakTepu3aylouieecs obpasoBaHnem
TpoMOOB B BEHAX, Yallle BCETO HUXXHUX KOHEYHOCTEN 1 Ta3a. Tpombosmbonus
neroyHoit aptepun (TIJIA) - 370 3aKkynopka NEroYHON apTepum UNn eé BeTeel
Tpombamu. PacnpocTpaHeHHOCTb TpoMb03a rnybokmx BEH cpean nonynaumm
coctansieT o1 50 go 160 cnyyaes Ha 100 000 HaceneHwnd, a Tpombosmbonmm
nero4yHon aptepuu — 1 Ha 1000 yenoBek B rog.

TpomMb03 rnyboknx BeH BO3HWMKAET, KOrfa NpoL,ecc CBEPTbIBAHM A KPOBU HaYMHaeTCH
He nocyie NOBPEXAEHUA AN PaHEHWH, @ B 0ObIYHBIX YCIOBUAX MPU COXPAHEHHOMN
LLESIOCTHOCTM COCYAUCTON CTeHKW. TpoMbosMbonnio neroyHon aptepmm vaule BCero
BbI3bIBAOT CBOOOAHO PacnonoXeHHble B BEHaX HUXKHMX KOHEYHOCTAX TPOMDBI,

NP KPenéHHble K CTEHKe MW b B 30He 0cHoBaHuna. OTopBaBLW M ICA TPOMD C TOKOM
KPOBW Yepe3 npaBble OTAENbI CEpALLIa MonafaeT B JEFOYHYI0 apTepuio, 3akpbiBas eé
npocser.

Knaccnueckne npusHaku TpoMbosa rnyboknx BeH — 370 oTek, bonb 1 NokpacHeHue
nopaxKeHHoro yyactka. A TpombosmMbonng neroyHom aprepum npotekaeT C
noBblWeHneM Temnepatypbl Tena 8o 37°C n kawnem. MoryT Bo3HMKkaTb 04 bILWIKa,
Taxnmkapams, obMOpPoKM 1N CHUXEHNE apTePManbHOro AaBneHns.
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'eHeTU4Yeckne pakTopbl pucka Tpombosa
rnybokux BeH u TpoMbosmMbonun neroyHon

apTepuu

BapwuaHT b, noBbILWatoLWne puck BapwuaHT bl, NOHMXatoLne puck
[eH Bapvant  [eHotvn  Bknag [eH Bapvant  [eHotvn  Bknag
ABO rs8176719 -C ABO rs2519093 cC
NME7 rs16861990  AA
F5 rs6025 CC
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PacnpocTpaHeHHble 3260N1€BaHNS  sassese

[lepBUYHLIN BUNMAPHLIN LUPPO3

CpenHuin puck 0.013%

Baw puck

[TepBMYHBIN BUAMApPHBIN LMPPO3 — 3TO MeASIeHHO Nporpeccu pyoLlee
ayToMMMyHHOe 3aboneBaHune, CBA3aHHOe C HapyweHneM paboTsbl
BHYTPMMEYEHOUHbIX XXe4YHbIX MPOTOKOB, B pe3ybTaTe KOTOPOro MPOoMCX0AMT 3aCTON
Xenuu 1 pasBrBaeTCcsd NevYeHoUYHad Hef0CTaTOuHOCTL. BeTpeyaeTcy
NpenMyLLeCTBEHHO Yy XXeHULWH. Haw,e Bcero B Bo3pacTte oT 40 go 50 neT, kpaliHe
peako -y noaen Mmonoxe 25 ner.

BocnaneHve nopTanbHbix TPAaKTOB M ayTOMMMYHHOE paspyLll eHune
BHYTPUMEYEHOYHbIX XXE4HbIX MPOTOKOB NMPUBOAUT K HAPYLL EHW IO BblLeNeHN
Kenuu 1 3afep>XKe TOKCUYECKM X BELLECTB B MeYEHM, YTO SBNSETCA MPUYMHON
CHUXEHNSA ee GYHKL MM U MOXET MPUBECTN K BO3HMKHOBEHWIO drnbpo3a, Lmpposa u
MeyeHOYHOM HeJoCTaTo4YHOCTK. 3aboneBaHne pasBMBaeTCa MeAEHHO, B Te4eHM e
Heckonbknx net. Hanbonee yacTeiMmn paHHU MY NPOSBAEHVAMK ABAAIOTCH CNabocTs,
Ol yLLeHne TAXECTM B NpaBoM noapebepbe v KOXHbIN 3y4,.

B HacTosee BpeMa HeT 3pdeKTUBHbLIX METOLOB eYeHU A NePBUYHOro BUAMapHoro
LM ppo3a.
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'eHeTUYeckne pakTopbl pUcKa NnepBUYHOIO
bunuapHoro uupposa

Bapwa HT bl, NOBbILlaOWne puckK

BapVIaHT bl, MOHMWXXa oW e puck

["eH BapvaHt  [eHoTun [eH Bapuant  [enotun  Bknag
FBXL20 rs7208487 1T PLEKHG6 rs1800693 cC
TIMMDC1  rs2293370 GG HLA-DQA1  rs7774434 1T
- rs6421571 cC CLEC16A  rs12924729  AA
CAPSL rs860413 AA NAB1 rs10931468  CC
- rs968451 16 - rs485499 TC
- rs11117432 GG - rs12134279  CC
RADS1B rs911263 TC
TNPO3 rs12531711 AA
ELMO1 rs6974491 GG
SPIB rs3745516 AG
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Pak anyka

CpepHui puck 0.028%

Baw puck

Pak anuka - 3To 370Kka4eCcTBeHHasA 0Myxosb, Nopaxatoulasd TKaH MY>XCKUX MOM0BbIX
Xenes, pacnofloXXeHHbIX B Mow oHke. B Poccuu ctatnctrka 3aboneBaHna faHHbIM
BMAOM paka HeBennka — 0,6% oT obuiero konmyectsa oHkobonbHbix. B cpegHem
bonesHb obHapyxmnBaeTCcs y COPOKaNeTHUX MY>XUYMH, HO MHOFAA BCTpeYaeTcs M B 25
nert.

OCHOBHOI MPUYMHOW Pa3BUTUA paka anMYKa CYMTAETCA KPUMNTOPXM3M (He onylleHune
anuka B Mol oHKY). akTopaMu prcka TakxKe ABAFITCA TPaBMbl, BUPYCHbIe

MHPeKL NN, Hefopa3BMTUE AnUKa, BO3LENCTBME NOHU3UPYIOLLEN pagmaumnn,

MNPV EM XEHCKMX FOPMOHOB M reHeTnyeckasd NpeapacnofoxXeHHocTb. ObblYHO 3T0
3aboneBaHMe NposIBASETCS 0NyX0Nblo B 061aCTN MOLI OHKM, KOTOpas M CTAHOBUTCS
nepBbIM CMMMNTOM paka.

BmecTe ¢ 3TuM nponcxognTyBeindeHne N yrnJjioTHeHN e An4dKa, MoABIIAETCH bonb B
MOLLUOHKE NJIN BHN3Y XN BOTA. B HEKOTOPbIX C/lydadAx MOXeT Ha6J'IPO,£I,aTbC‘FI
yBen4eHne rpyon, CHM>XeHre noJslioBoro BJieHeHMA UK NMpexageBpeMeHHoe
MoJjioBoe Cco3peBaHMeE Yy MaJib4HMNKOB. KpOMe nepedncyieHHbIX CAMNTOMOB, 3TOMY
3aboneBaHMo TakxXe XapakKTepHbl O6LLI,V|€ NMPpM3HakKM NaoXoro CaMod4yBCTBMA:
noBbllWeHMe TeMnepaTypbl Tejla, CMJjibHaA yTOMIAeMOCTb, CJ'Ia6OCTb, CHNn>XeHne
MacCcChbl TeJla.

I'eHeTUYeckune pakTopbl pUcKa

BapwuaHT bl, noBbIWatoLWwmne puck BapwuaHT bl, nOHMXaoLmne puck
[eH Bapuant  [eHoTun Bknag [eH Bapvant  [eHoTun Bknag
HEATR3 rs8046148 GG TEX14 rs9905704 TG
MCM3AP rs2839186 TC SLC25A44  rs2072499 AA
UCK?2 rs3790672 T
DAZL rs10510452  AG

CENPE rs2720460 AG
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Pak roptaHum

CpenHu1 puck 0.019%

Baw puck

Pak roptaHu — 370 3710Ka4eCTBEHHAs 0MNyx0Nb, Mopaxatow,as TKaHu roptaHu. [lo
pacnpocTpaHeHHOCTN cpeau obliero ymcna bonbHbIX pakoM 3TOT BU [ COCTaBnseT
npuMepHo 3%. akTopaMu pucka 9BASIOTCA HAaCNeLCTBEHHAY
NpeapacnofNioXXeHHOCTb, ANTENbHbBIN Neproa KypeHus, ynoTpebneHne ankorons,
Bo3pact oT 60 neT n non (MyxunHbl 3abonesatoT Ha 60% valle, YeM XeHLUHbI).

Bonblwyto ponb Takxe nrpatoT npodeccmoHanbHble GakTopbl: paboTa, cBA3aHHadA €
MOCTOSAHHbBIM HaMPAXEHWEM U «3HOCOM» rOJI0COBbIX CBA30K (MpenogasaTtenu) nnm
C BpPeflHbIM NMPOM3BOACTBOM XMMMUYecKux BeltecTs (acbecT, cepHas kucnoTa). Paky
ropTaHu, Kak npaBuno, NpefllecTByoT 3aboseBaHnd, NPOBOLLMPYIOLLME MECTHbIE
M3MEHEHUS TKaHel (XpPOHWYECKUI NapuHIUT, NanuinoMa, pybLbl pasaMyHoro
nponcxoxaeHnsa). PaHHUMM cuMnTOMaMu cHMTalOTCA MepeMeHHas oxXpuniocTb
ronoca, HeMpUATHbIe NOKaNbiBaHNS B M10TKe, NeplleHne, Nerkoe HapylleHue
rNOTaHW | UK ObIXaHWS.

C nporpeccvpoBaHueM 3aboneBaHWd NOABAAIOTCA OLLYLLEHME MHOPOAHOMO Tena B
ropfe, NOCTOAHHbI CyX0i Kallenb, bonb Npy rNoTaHum, oTAaLWas B yxo,
FHMNOCTHbIW 3anax N30 pTa, YXYLL aeTcsa cyX, MEHAETCH rofioc, BNJIOTb L0 MOJHOM
ero noTepu, BO3HMKAOT CNIOKHOCTM C MpornaTbiBaHMeM gaxe Xuakocrtei. 13-3a
HEMPUATHBIX OLLYLLEHWN A BONIBHOM OrpaHM Y BaET MPUEMbBI MULLK, YTO MPUBOLUT K
PE3KOMY CHUXEHW IO Macchl Tena. B neyeHnmn ncnonb3yoT KOMBMHaLW K Ny4eBOW U
XMMMNOTEPANNK, @ TakXKe XMPypruyeckoe BMell aTeNbCTBO.

'eHeTUYeckne pakTopbl pUCKa paKa ropTaHu

BapwuaHT bl, NoBbIWAOLLLME PUCK BapwuaHT bl, NOHMXA IOLLLME PUCK
[eH Bapuant  [eHoTun Bknag [eH Bapvant  [eHoTun Bknag
ADH7 rs1573496 CcC ADH 1B rs1229984 CC

ADH1C rs1693482 1C
ADH1C rs698 TC
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KepaTokoHycC

CpenHu1 puck 0.057%

Baw puck

KepaTokoHyc - 3To 3aboneBaHue rnasa, npy KOTOPOM poroBmML,a mMpuHMUMaeT
KOHMYeCcKkylo GopMYy, Bbi3biBad pe3koe CHMXeHNe 3puTesbHbIX CNocobHOCTeN.
PacnpocTtpaHeHHocTb coctaBndeT 1 cnydan Ha 1 000 yenosek. HYauye Bcero
NposBnsieTCcs y>ke B NOAPOCTKOBOM BO3pacTe, a nuk npuxoantca Ha 20-30 ner.

OcHOBHas NpMYMHa BO3HWMKHOBEHWA He BbigBAeHa. [lpegnonaraercs, 4To
KepaTOKOHYC MOXET NOABUTLCH M3-3a FreHeTuYeckoro fgedekTa nam craTb
nocnencTenem apyroro 3abonesaHns. [lepBble NpM3Haky 3To HoNe3HN NOXOXMN Ha
cMMnToMbl pedpakumm (6an3opykocT 1 acTurMaTnamal, nosToMy nHoraa
A,0CTaTOYHO CNOXKHO CPa3y MOCTaBUTb TOYHbIM AMarHo3.

[To Mepe pa3BuTWA, 3peHKe yxXyLLWaeTcd, 0OTMeYaloTcd A BOEHN e B r1a3ax,
Pa3MbITOCTb U HEPOBHOCTb OYEPTAHN MCTOYHMKOB CBeTa. Ha mo3pHMX cTagunax,
Kak npasuJo, pa3BMBaeTCcs CBETODOA3Hb 1 YyBCTBO MOCTOAHHOIO YyTOMJIEHWU S T1a3,
CBA3aHHOE C YacToM HeobXxoAMMOCTbIO WYpPUTLCA. B 370 XX BpeMa NponcxoanT
KOHYCOBMAHOE BbiMAYMBaHNE POrOBU L bl.

eHeTHMUYeckne paKkTopbl pUCKa KepaToKOHyca

Bapma HT bl, NOBblWaOWne puck BapVIaHT bl, MOHMWXXa oW e puck

[eH Bapuant  [enoTun  Bknag ["eH Bapvant  [enotun  Bknag

FNDC3B rs4894535 CC
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BHe3anHasa ceppeyHasa cMepTh

CpenHu1 puck 0.08%

Baw puck

BHe3anHad cepfieyHan cMepTh — 3TO pe3Koe npekpalleHne cepaeyHon
NeATeNnbHOCTM, KOTOPOE HacTynaeT MITHOBEHHO K B TedeHne 1 yaca c MOMeHTa
NosBNEHM A NepBbiX CUMNTOMOB. B cTpykType obuleln cMepTHOCTM HaceneHud Ha
A,0/110 3TOro AnarHo3a npuxoaunTtcs okono 10% cnyyaes. B ocHoBe 3700
3aboneBaHMd Yalle BCEro NeXUT HapyL eHe pUTMa CepAeYHbIX COKpaLlleHU .

CaMoMn YacTon NpMYNHOM BO3HMKHOBEHW A ABNAETCA MW eMnyeckas bonesHb
cepfua. [lepBbIMM NpM3HakaMu MOryT bbiTe BHe3anHad bonb 3a rpyanHom,
paclWwunpeHmne 3pa4koB, HapylW eHne ObIXaHNs, CYyR0poru 1 notepsa co3HaHns. lNpu
HaM4M M 3TUX CUMNTOMOB He0bX0AMMO HEMeAleHHOEe NPOBeAEHN e CepAeYHO-
NeroYyHoM peaHuMaLmnm,

eHeTnYeckue pakTopbl pUCKA BHE3AMNHOWU
cepaeyHoun cMepTu

BapMa HT bl, NOBblWaOWnne pnuck BapMaHT bl, MOHMXXa oW e puck

[eH Bapuant  [ernoTun  Bknag ["eH Bapvantr  [enotun  Bknag

BAZ2B rs4665058 CC
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CuHppoM cnabocTu cMHYCcoBOro y3na

CpepHuu puck 0.03%

Baw puck

CvHApoM cnabocTy CMHYCOBOrO y3na — 3T0 HapyLleHne pUTMa CepheyHblxX
COKpalLLeHW N, BbI3BaHHOE pALOM GaKTOPOB, CHUXAKOLWNX GYHKL M OHANBHYIO
CN0COBHOCTL CMHYCOBOTO y3na. PacnpocTpaHeH cpeaun AnL, NOXUI0ro u
CTapyeckoro Bo3pacTa, HO B pefKMX Cy4aax MoxXeT Habntofateca y Letei 1
nogpoctkoB. OfMHaKOBO YacTO CUHAPOM BO3HUKAET Y MYXXUYNH U KEHLLUH.

B ero ocHoBe nexxuT AnCcOyHKLNSA CUHYCOBOTO y3M1a, BO3HMKatOLLaA NoA BANSHMEM
Pa3nMYHbIX natonornyeckmx ¢hakTopos. [lpyymrHamMum MoryT 6biTh 3aboneBaHums
MUOKapAa, apTepuanbHaa runepTeH3ns, XMpyprunyeckas TpaBma cepala,

HapyL eHWNa KOCTHO-MbIL €4HOW CUCTEMbI, TMNOTVPEO3 M MepeLo3MpoBka
HEeKoTOpbIMUK NMpenapaTamu (HanpuMep, cepaedHbiMu rvKosnaamm). Moxet
nepefaBaTbCH MO HaCeACTBY.

Ha paHHunx ctagnsax npotekaet beccumnToMHo. Co BpeMeHeM MOXHO 3aMeTUTb
M3MEHEeHMEe NyNbCa, OH CTaHOBUTCA HEPEryNAPHbBIM AN 3aMefJfieHHbIM. [1o3xe
MNOABNAETCA YyBCTBO YCTaSIOCTH, 3MOLMOHaNbHasa NabnabHOCTb, OfbILIKa U
3arpyavHHblie bonn, CBA3aHHbIE C yXyLLWEeHNEM MO3rOBOro U nepudepryeckoro
KpPOBOTOKaA.

feHeTHMuyeckne paKTopbl pUCKa CUHAPOMA
cnabocTu cMHYCOBOrO y3na

Bapma HT bl, NOBblWaWne pnuck BapMaHT bl, MOHMXXa oW e puck

[eH Bapuant  [enoTun  Bknag [eH Bapvant  [enotun  Bknag
- rs10130976 T
HOMEZ rs1055061 cC
EFS rs2231801 CcC
MYH6 rs28730774 GG
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Pak noa)xenyao4yHou Xxenesol

CpepHuu puck 0.0082%

Baw puck

Pak nof>enynoyHom xenesbl — 3T0 3/10Kka4eCTBEHHOe HOBOObpa3oBaHue,
nopaxatolLee NOBEPXHOCTHbIE C/I0M X ene3n CcTon TKaHW U NPOTOKOB
noaXxenyao4yHon xenesbl. bonesHb 3aHMMaeT WecToe MecTo No
PacnpoCTPaHEHHOCTM OHKONOrMYyeckmx 3aboneBaHnim cpeam B3pOCNOro HaceneHus.
[lopaxkaeT oHa NpenMyLLeCTBEHHO NOAEN MOXWI0ro Bo3pacTta, Npu 3TOM C
OQMHAKOBOW YaCTOTOM MYXUYMH U XEHLLWH.

IMetloTca eAnMHMYHBIE Cly4an BO3HUKHOBEHWA 3Ton bone3Hun y neten. K baktopam
p1CcKa OTHOCATCH caxapHbln AunabeT, xenyHokameHHas bonesHb, KypeHue,
ype3aMepHoe ynotpebneHre ankorong, XMpPHOM 1 OCTPON NULLMK, a TakXe
reHeTMyeckas npefpacnonoxeHHocTb. Pa3BnTnio paka obblYHO NpeaLl eCcTBYOT
afeHoMa MM KMCTa NOLAXEeNY[0YHOM Xenesbl, a Tak)Ke XPOHMYECKU I NaHKpeaTnT.

KnuHuyeckmne npoasBieHnd 4acCTto He Cl'leLI,l/qul/I YHbl 1 cnabo Bblpa>eHbl, MO3TOMY
OMnyxoJib B bonbWMHCTBE clliy4aeB o6Hapy>K|/| BaeTcd Ha NMNOo3AHNX CTaanAX pasBnTnAd.
B 3aBucumMoctm ot pacnoJjioXXeHnd 3J10Ka4eCTBeHHOIro HOBOO6pa3OBaHVIﬂ
cnMnToMaMmn MOryT ObITb MexaHKnyeckasd KeJiTyXa, He Bbl3blBatoLlad bonen u
noxygeHma, nian >Xxe HaO60pOT — HOKOUW a4 bonb B obnactu XKenyaoka, KotTopa4d oTAaeT
B MOACHM LY N 3aBNCUT OT MOJIOXKEHWNA Tena. |_|pl/l ,[I,aﬂbHeP’ILLleM pPOCTE OMyXoJin
MNOABJATCA TOWHOTA N PBOTA, PpakoBad MHTOKCUKaLU WA, CHUXEeHWE arneTnTa 1
MacCcCbl Tena, O6LLI,8<F| CcnabocTb U NOBbILWEHME TEM nepaTtypbl Tea.
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I'eHeTU4YecKkne pakTopbl pUCKa paka
noa>kKenyao4Hou >xesiesbl

BapwuaHT b, noBbILLaOLWNE PUCK BapwuaHT bl, NoHWXKa oLmne puck
["eH BapvaHt  [eHotun  Bknag [eH Bapuant  [enotun  Bknag
NR5A2 rs3790844 AA CLPTMIL  rs401681 1T

- rsb4463247 cC
- rs9543325 TC
- rs9564966 AG
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[lporpeccupyrowiMn HapbaaAepHbIN Napes
B30pa

CpenHumn puck 0.006%

Baw puck

Mporpeccunpylolnii cynpaHykieapHslin (HagbagepHbiil) napes B3opa - 370 peakoe
3aboneBaHMe LLEHTPaNbHOW HEPBHOW CMCTEMbI, XapaKTepu3ytoL,eecs paspyLlleHnem
KNeTOK B pa3/iMyHbIX y4acTkax Mo3ra. 0bblyHO bone3Hb HauMHaeTCca B Bo3pacTe 40-
75 neT. PacnpoctpaHeHHocTs coctaBngdeT 1 cnyyan Ha 16 000 yenosek.

My>xxumHbl bonetoT B 2 pasa valle XeHUWnH. Pa3BnTuio HaabsaaepHoro napesa B3opa
MoOryT cnocobcTBoBaTh cocyancTbie 3abonesanns (rmnepToHmMyeckas boesHs,
aTepoCK/Iep0o3, BaCKyAnThl), pooBas MaK YepenHo-M03roBas TpasMa, pasinyHble
LereHepaTMBHbIE U OeEMUENVHU3NPYOLLMe 3aboneBaHn g HEPBHOM CUCTEMBI,
nocnencTeud sHuedannTa MM MeHnHrmuTa. CylecTByeT n reHeTnyeckas
NpeapacnoioXeHHOCTb.

BonesHb BO3HMKaeT M3-3a pa3pyll eHns CBA3eN LLEHTPOB B30pa B CTBOJIE U KOpe
bonblWwmx Nnonywapuin roNoBHOro Mo3ra. B pesynsTtate yero nepBbiMy
KIMHNYECKU MY NPOSBAEHUSAMN CTAHOBATCA HEMPON3BOJbHbIE PUTMUYHbIE
konebaTenbHble ABUXEHWS (MoaépriBaHne) rnas seepx U BHK3. B ganbHelwem
bonbHOMY He yoaeTcs NOAHATL r1a3a KBepPXy, MOCMOTPETh BHU3, MO3Xe — He MOXeT
nocMoTpeTh BOOK.
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'eHeTU4Yeckne pakTopbl pUcKa
nporpeccupyrowiero HaabAAepHoOro napesa
B30pa

BapwuaHT b, noBbILWatoLWne puck BapwuaHT bl, NOHMXatoLne puck
[eH Bapvant  [eHotvn  Bknag [eH Bapvant  [eHotvn  Bknag

- rs2142991 1T MAPT rs8070723 AG

MOBP rs1768208 cC

STX6 rs1411478 GG

EIF2AK3 rs7571971 cC
= rs6687758 AA
SLCOTA2  rs11568563 T
MAPT rs242557 AG
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Bone3Hb BexyeTa

CpepHuu puck

Baw puck

PacnpocTpaHeHHble 3a60N1eBaHNS  ooecee

0.004%

BonesHb BexueTta - 370 peumanBMpyOLLEE A3BEHHOE NOPaXXeHW e CAN3NCThIX
obonoyek MosloCTM pTa, rNas, No0BbIX OPraHOB, KOXMW, @ Tak>Ke CyCTaBoB U
BHYTPeHHUX opraHoB. B 2-3 pa3a yaule BCcTpeyaeTca y My>xuunH B Bo3pacTte 20-30
net, xoTa HabnogaeTca Uy neten. [NpMynHbI BOSHUKHOBEHNS HEVM3BECTHbI.

CumTaeTca BO3MOXHbBIM CBA3bIBaTb pa3BMTM e 3TON DONE3HW CO CTPENTOKOKKOM
BV PYCOM MPOCTOro reprneca. B HeKoToOpbIX Ciy4asax nMeeTcd reHeTnyeckas
NpeapacnofioXeHHOCTb. [1posBNAeTCS BO3HNMKHOBEHNEM A3BOYEK HA CJIN3U CThIX
obonoukax NofoCT1 pTa v reHUTanuit, BocnaneHnem rnas (KoHbIOHKTUBKT, yBETUT),
COCyAMCTbIMM paccTporicTtBamu (TpomMBo3bl, aHeBpM3Mbi), Hapyw eHnaMm paboTsi
cepala (BocnaneHna Mbilw edHbix 0boovek cepalal v Xenyao4Ho-KM W eyHoro

TpakTa [noHoc, TowHoTa).

,D,J'Iﬂ fiedeHnda npuMeHdeTcd B OCHOBHOM MeIMKaMeHTO3HadA Tepanmngd.

'eHeTUYeckue pakTopbl pucka 6onesHu

BexyeTa

Bapma HT bl, NOBblWaOWnne puckK

[eH Bapuant  [enoTun  Bknag

BapVIaHT bl, MOHMXXa oW e puck

[eH Bapuvantr  [enotun  Bknag
IL10 rs1518111 CcC

- rs924080 cC

121



I LTI IR I I Il I I IR Il I I IRl I 1Tl
SO0 RRRRRORRIRRORRIRRORRORNNRBORRRRNNRBRRRRBRRRORINRNRRRORNRDBRRNRRNRBRNRRRRAYYY

Capkoma HOnHra

CpepHuu puck

Baw puck

PacnpocTpaHeHHble 3a60N1eBaHNS  ooecee

0.0023%

Capkoma HOnHra — 370 0cobbIi BM A 310Ka4eCTBEHHbIX OMYyX0Nel, NOpaXkatoLL i
KOCTHYI0 TKaHb. 3abofieBaHne Ha3BaHo B YecTb [xenmca FOMHra, onncaswero ero
B 1921 roay Kak arpeccnBHbIM pak KOCTWU, Ype3BblYaNHO YyBCTBUTENbHbIN K Jy4eBON
Tepanuu. Yalle Bcero BCTpeyaeTcs y MONOLbIX IIOAEN MPEeVMYLLeCTBEHHO MY>CKOIO

nona.

3aboneBaHue cTpeMnTENBHO NopaxaeT Hanbonee yganeHHble OT LLeHTPa OTAENbI
KocTel benpa, roneHu, pebpa, Ta3a v NO3BOHOYHMKA. [1epBBIMUM MPU3HaAKaMK
CYMTAIOTCH MPUMYXJI0CTb M MOKPACHEHME KOXW, OTeYHOCTb, BONe3HEHHOCTb Npu
Nnanbnaunm, pacllvpeHne NOAKOXHbIX BeH. [To3xe nossnsioTcs bonesblie

O YLLEHNS PA3NNYHOM MHTEHCUBHOCTH, MHOTLA — YYBCTBO X>KEHU S, Xap U1
noBblW eHNe Temnepatypbl Tena o 39-40 °C.

OCHOBHbIM METOAOM JieHeHUNA ABNAETCA XN PYyprndeckoe yoajaeHne onyxosin.

feHeTHMuYeckne paKTopbl pUCKa capKoMbl

OuHra

Bapma HT bl, NOBbIWaWne pnuckK

[eH Bapuant  [enoTun  Bknag

Clorf127 rs9430161 16

BapVIaHT bl, MOHMXXa oW e puck

[eH Bapvantr  [enotun  Bknag
EGR2 rs224278 CcC

- rs4924410 AC
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HasodapuHreanoHasa KapuuHoma

CpenHu1 puck 0.0019%

Baw puck

HaszodaprHreanbHaa kapyHoMa — 3T0 310Ka4YeCTBEHHad ONyXxosb,
pPa3BMBalOLLAACA B BEPXHEWN YACTW TOTKM M 3HAYUTENBHO OT/IMYAIOLWaACcs OT APYrmX
TUMOB ONYXOJEW rON0BbLI U WEN MO MEXAHWU3MY U MPUYMHAM Pa3BUTUA. Y MYXUMH
OHa BCTpeyaeTcd B 4 pa3a yalle, YeM y XKeHWH. Puck noasneHnd 3abonesaHunsa
YyCUIMBAIOT BUPYChI repneca U HacneLCcTBEHHAs NPeapacnonoXeHHOCTb.

Ha panHel cTagunmn KAMHUYECKMX NPOABIEHUIA NpakTuyeckn HeT. B npoyecce
[asbHelL ero pocta onyxoau noasadoTCa HOCOBble (KpOBOTEUYEH WS, HapyLW eHN g
ObIXaHWA, NJIOTHbLIN y3es B Hocy, 60b B ropie, He CBA3aHHas C BMPYCHbIM
3abonesaHveM), ywHble (60sb, CHUXEHME CyXa Ha O4HO YXO, 3BOH]
HeBponorMyeckye HapyweHns [yrnopHble ronoBHble 601, BNepBbie BO3HUKLINE
paccTpoictsa peun). Ha nosgHux cTagunax pasBuTUE KapLyHOMbI POV CXOAUT
yBenmueHme nMMboysnos B 061acTu wen.

,D,J'Iﬂ NiedeHn A NCNOJb3YHOT JIYH4EBYHO N XMMUMOTEpanmnio, B HEKOTOPbLIX ClydadXx —
CTepeoToKCMYeCKYo pagnoXnpyprmto. Bb|60p MeTOda 3aBMCUT OT B Oa N CTENMEHMN
pa3BnTNA OMyXoJin.

I eHeTUYecKue paKTopbl pUCKa
Ha3o¢apuHreasbHONU KapLUUHOMDI

BapwuaHT b, noBbIWatoLne puck BapwuaHT bl, NOHMXatoLne puck
[eH Bapvant  [eHotvn  Bknapg [eH Bapvant  [eHotvn  Bknag
HLA-A rs2860580 GG HLA-C rs2894207 TC
HLA-DQAT rs28421666  AA MECOM rs6774494 GG

- rs1572072 16
TNFRSF19 rs9510787 AA
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HacneaocTtBeHHbIe
3abosieBaHnd

Pa3BnTre HacnenCTBEHHbIX 3ab0eBaHM I HAaCTONbLKO CUIIBHO OMpefenaeTcs
ocobeHHocTamu [AHK, yTo HekoTopble N3 Takmx 3aboneBaHM M MPOSBAAOTCA Y>Ke B
MAaLEeHYeCckoM BO3pacTe Nn faxe 40 POXLEHWA, B MaTepnHCKOM yTpobe. [pu
3TOM BHelW Hue GakTopbl (HanpuMep, N1UTaHue, skosorua u apyrue) nubo Bosce He
MTpaKT HUKAKOW poNn B pa3BUTUM HaCeACTBEHHbIX 3aboneBannin, nnbo
0Ka3blBalOT MUHUMaIbHOE BINAHME.
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Bce nccnepoBaHHbIe

HacnencTBeHHble 3aboneBaHud

Ha3zsaHue

Cunppom Bappe-Bugnsa (cTp. 132)

Bpo>ka eHHbIN Hed poT Mueckuin cuHg pom (cTp. 130)
BonesHb HuMaHHa-luka

MepBUYHBIN CUCT €MHBIN f,e G ULUT KAapPHUT MHA
CvHppoM ykopoueHHoro QT

Cunppom MNeHppena

HacnepctBeHHas HenepeHOCMMOCT b G PYKT 03bl
CunppomM AnbcTpéMa

Beta-Tanaccemus

Bone3sHb KaHaBaH

BonesHb becta

MNepropunyeckasn 6onesHb

AHeMus ®aHKoHM

BonesHb MNowe

Femodpunusa A

BonesHb Wraprapata

HacnepctBeHHas nepud epmyeckan HeMponaTusl Cc areHe3nen
MO30JIMCTOrO Tena

Bpo>ka eHHbIe HapyLLUeHUA MKO3UAUPOBaHMA, Tun 1a
D-Bud yHKLMOHanbHas sH3MMONaT us

Hedbnunt KopoTKouenoyeyHon aumn-KoA nermpporeHassbl
CeMelHbIN rmne puHCYINMHU3M, CBA3aHHbIN ¢ reHoM ABCC8
lNepMaHeHT HbI HEOHaT aNbHbIN CaxapHbii anabet
CvHgpomM Rh-Honb

AyT OMMMYHHBIN NOAIMIHL OKPUHHBIN CUHAPOM, TN 1

KoMbuHMpoBaHHbIN g e b MunT BUT aMuH-K 3aBUCUMBIX
$aKTopoB CBEpPTbIBaHUSA

AyT 0COMHO-,0MUHAHT HbIV MNOJIMKUCT 03 NoYeK
He#poceHcopHas HeCMHAPOManbHasA TYroyxocTb

CvHppom LlenbBerepa
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CraTyc

He BbisBNEHo
He BbisiBNEHO
He BbisBNnEeHo
He BbisiBNEeHo
He BbisBNEHO
He BbisBNEHO
He BbisBNeHo
He BbisBNEHo
He BbisBNEHo
He BbisiBNEHo
He BbisBNEHo
He BbisiBNeHo
He BbisBNEHO
He BbisBNEHo

He BbigBNeHo

He BbisiBNEHo
He BbisBNEHo
He BbisBNEHO
He BbisBNEHO
He BbisBNEHo
He BbisBNEHo
He BbisBNneHo

He BbiiBNeHo

He BbigBNeHo
He BbigBNeHo

He BbigBNeHo

HacnepctBeHHble 3aboneBaHus

MyTauun
MyTauunmn
MyTauumn
MyTauumn
MyTaLui
MyTauuin
MyTaLui
MyTaLui
MyTauuni
MyTauunmn
MyTauunn
MyTauumn
MyTaLui
MyTaLuin

MyTaLui

MyTauunmn
MyTauumn
MyTaLui
MyTaLuin
MyTaLui
MyTauui
MyTauuin

MyTauum

MyTaLui
MyTaLui

MyTaLui
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HazBaHue

Tupo3unHemus

AyT 0COMHO-peL,eCCUBHBIN MOJIMKMCT 03 NMOYeK
LlepebpoTeHnMHO3HbIM X0N1eCTEPO3

Bpo>kn eHHas KOHT pakTypHasi apaxHo[akT unus
MykoBucuungo3

JeTtckasa nporepus

GM1-raHrnuno3sunpos

Amunonpo3s ceppua, cBA3aHHbii c reHOM TTR
Oedununt nnnonpoTtenHnmMnasol

HepoHanbHbIA LepouraHbIN NMNO¢ YCLLMHO 3, CBA3aHHHBIN C
reHoM CLN5

HeipoHanbHbIv LepounaHbii TMNo¢ycLnHO 3, CBA3aHHHBIN C
reHoM PPT1

MNepBuyHana runepokcanypus, Tun 2

[MMrMeHT HbIV peT UHUT

CenekTuBHbIN gednumt IgA

Bpo>xa €HHas cTauMoHapHaa HoYHasA cnenoTa
BonesHb CaHpxod Ppa GM2-raHrnnosmpgos
CeMeitHas runepxonect epuHemMus, Tun B
CuHppom lMenTua-Erepca

MaTanbHaa ceMeHaa 6eccoHHMLa

Unut pynnuHemmnsa tun 1

AxoHgponnasus

Cunppom BapTTepa,Tun4a
Bpaxugaktunus, Tun B1

PacwenuHa BepxHer rybbl u pacwenunHa Heba
Bpo>kgeHHas aMerakapvouuTapHaa TpomMbouuT oneHus
CeMeWHaqa ou3aBT OHOMMUA

Oeduunt pakropaV

BonesHb NMpke

BonesHb kneHoBoro cupona

Oedunuunt npotpoMbuHa

dedununt aprmHUHOCyKL MHAT NNas3bl
TeneaHMakTaTu4eckas aTakcus (cuHgpom Jlyn-Bap)
Oedbvnuunut 6eTa-keToTMoNa3kbI
HepocTtaTo4yHOCTb BUOTUHMAA3bI

CvHppom Kpurnepa-Hanspa
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CraTyc

He BbisBNEHo
He BbisBNEHo
He BbisiBNEHo
He BbisBNEHo
He BbisiBNEeHo
He BbisBNEHO
He BbisBNEHo
He BbisBNEHo
He BbisBNEHo

He BbisBNeHo

He BbigBneHo

He BbisBNEHo
He BbisiBNEHo
He BbisBNEHoO
He BbisiBNEHo
He BbisBNEHO
He BbisBNEHO
He BbisBNEHoO
He BbisBNEHo
He BbisBNnEHo
He BbisiBNEHo
He BbisiBNneHo
He BbisiBNEeHo
He BbisBNEHO
He BbisBNEHO
He BbisBNEHo
He BbisBNEHo
He BbisBNEHo
He BbisiBNEHo
He BbisBNEHo
He BbisiBNeHo
He BbisBNEHO
He BbisBNEHO
He BbisBNEHoO

He BbisBNeHo

HacnepctBeHHble 3aboneBaHus

MyTaLuui
MyTauun
MyTauumn
MyTauunmn
MyTauumn
MyTaLuin
MyTaLui
MyTauuin
MyTaLui

MyTauuin

MyTaLuin

MyTaLui
MyTaLumn
MyTauunmn
MyTauunmn
MyTaLui
MyTaLui
MyTaLui
MyTaLui
MyTauui
MyTauumn
MyTauumn
MyTauumn
MyTaLui
MyTaLuin
MyTaLui
MyTaLui
MyTaLui
MyTauum
MyTauunmn
MyTauumn
MyTaLui
MyTaLui
MyTaLui

MyTauui
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HaszeaHue

CuHppom [labuHa-[>koHCcoHa

Oedununt rniokoso-6-pochaTtaermpporeHassl
lanakro3semus

Cungpom XKunbbepa

FeMoxpoMaTo3

Bone3Hb Tea-Cakca

Bone3nb Canna

Oedununt npekannukpeunHa

BonesHb MoMne

Mykonunup o3

MeTunManoHoBas auuaypus

Cunppom Mak Ketocaka-Kay¢pMaHa
Cunppom MapgaHa

Cungpom ypnuHenHoro QT

BonesHb Kpabbe

Mykononucaxapupo3s 1T1uvna

Oedununt cuHteTasbl ronokapbokcunasol
HacnepcTBeHHbIM ChepoLmnTO3

JHT eponaTUYeckun akpopepMaT T
Cnactunyeckas atakcus LLlapnesya-CaxeHé
Hdednunt 3-MeTUNKpPOTOHMN-KO3H3UM A Kapbokcunassbl
Cungpom Bnyma

MyTtapoBasg aungypus, Tunl
MNomouunctunypusa, Tun cblE

MMnepTpodnyeckas kapanoMmonaT us, CBA3aHHas C reHOM
MYBPC3

®paHKo-KaHa[ CKUIA BapUAHT CUMHA PoMa Jlesi, CBA3aHHbIN C
reHom LRPPRC

MponvMoHoBasa auuaypus

PusoMennuyeckas TouyeyHaa XoHQpoaucniasuns
@®eHnnkeT oHypus

MNceBpoBUTaMuH-D-g e MUNT HbIM paxuT

Bone3Hs BunbcoHa-KoHoBanoga

CuHppoM Ctuknepa,Tun

BynnesHsiin snupgepmonus

Oedununt aunn-KoA-germaporeHasbl cpegHUX LLeneun

Ovctpodumn poroBuubl
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Cratyc

He BbisBNEHo
He BbisBNEHo
He BbisBNnEeHo
He BbisBNEHo
He BbisiBNneHo
He BbisBNEHO
He BbisBNEHo
He BbisBNEHo
He BbisBNEHo
He BbisiBNEHo
He BbisiBNEHo
He BbisBNEHo
He BbisiBNeHo
He BbisBNEHO
He BbisBNEHO
He BbisBNEHo
He BbisBNEHo
He BbisBNneHo
He BbisBNEHo
He BbisBNEHo
He BbisiBNEHo
He BbisBNEHoO
He BbisBNEHO
He BbisBNEHo

He BbigBNeHo

He BbisiIBNeHo

He BbisBNEHo
He BbisBNnEHo
He BbisiBNEHo
He BbisBNneHo
He BbisiBNeHo
He BbisBNEHO
He BbisBNEHO
He BbisBNEHoO

He BbigBNeHo

HacnepctBeHHble 3aboneBaHus

MyTaLuui
MyTauun
MyTauumn
MyTauunmn
MyTauumn
MyTaLuin
MyTaLui
MyTauuin
MyTaLui
MyTauumn
MyTauunmn
MyTauumn
MyTauumn
MyTaLuin
MyTauui
MyTaLui
MyTaLui
MyTauunn
MyTauunmn
MyTauunmn
MyTauumn
MyTaLui
MyTaLui
MyTaLui

MyTaLuin

MyTauumn

MyTaLui
MyTauui
MyTauum
MyTauumn
MyTauumn
MyTaLui
MyTaLui
MyTaLui

MyTaLui
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HaszeaHue

KoHeuyHocTHo-nosicHasi MmogucT podus
ATpoduna 3putenbHOro Hepsa
HecoBepLueHHbIN ocTeoreHes
Cungpom Yuwepa

Cunppom 3nepca-faHnoca
TopcuoHHasa aucT oHUsA

Cunppom BaappeHbypra

AmaBpo3 Jlebepa

Mporepusa B3pochbix
GRACILE-cuHgpoM

MHo>ke cT BeHHa sl 3HA,0KPUHHASA Heonnasus

HacnepncTBeHHas ¢ opMa paka MonoyHoi kenessl (BRCA1)
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Cratyc

HacnepctBeHHble 3aboneBaHus

He BbiiBneHo MyTauui
He BbIiBNeHo MyTauui
He BbisBneHo MyTauuim
He BbISiBNeHo MyTauuin
He BbiIsiBneHO MyTauumn
He BbisBNeHo MyTauun
He BbisBNeHo MyTauui
He BbiiBneHo MyTauui
He BbiiBNeHo MyTauui
He BbIiBNeHo MyTauui
He BbiiBNeHo MyTauuim

He BbiSsBNeHo MyTauun
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Bpo>XpeHHbIN HePPOTUYECKNUU CUHAPOM

Bbl aBngeTecs 340pP0OBbIM HOCUTEJIEM BAPWaHTa NeHa,
CBA3aHHOTIO C aHHbIM 3aboneBaHveM

BpoxXxaeHHbIn HePPOTUYECKUN I CUHAPOM — 3TO MOPaKeHMe noyek, KoTopoe
NPOABNAETCA HaMYMEM OTEKOB, BbifefleHeM bonbluoro KonmyecTsa benka ¢
MOYOM M M3MEeHeHneM BUOXMMIMYEeCKOro cocTaBa KpoBu. BpoxxaeHHbIN
HedpOTUYECKM I CMHAPOM CBA3AH C ONpefeneHHbIMY FreHEeTUYECKMMNU
M3MEHEHUSMU, MO3TOMY Yallle BCero OH pa3BMBAETCA el e BHYTpUYTpobHO 1K B
paHHeM geTcTBe. XOTS eCTb CyyYau, KOrAa OH NoABAAEeTCH BNepBblie B MOAPOCTKOBOM
MK B3POC/IOM BO3pacTe.

MexaHn3M pasBuTUA Hen3BecTeH. TedyeHre 3aboneBaHn A Nporpeccy pyoLLee.
BonbwnHCTBO BONBHBIX yMUpPaAeT 0T MOYeYHON HEQOCTAaTOYHOCTM UK APYrUX
nocneacTBum.

JleyeHne cmMmnTOMaTMYeCKoe 1 HanpaBieHo, B TOM Yncie, Ha NpodbunakTnky
OCJTOXXKHEHU W .

BbisBneHHble BAPWaHT bl

[eH BapuaHT MyTaums Baw reHotun

AXDND1 rs61747728 C-T C
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HﬂaHVIpOBaHl/Ie cCeMbM

[MpuMuUTe K cBeA,eHNI0, YTO NPU Takon KOMOMHaL NN reHoBs,
cyliecTByeT pUCK pa3BuTus 3abonesaHna y Bawero pebeéHka.
BepoTsiHocTb 3aboneBaHns 3aBUCUT OT HECKONbKUX paKTOpOB:

Ecnu BTOpon poanTtens He MeeT MyTal M, CBA3aHHbIX C AAHHbIM
3aboneBaHunem, pebeHOK B NoSIOBMHE CyYaeB byaeT 340p0BLIM
HOCMTeNneM AaHHOro 3aboneBaHns.

B cnyyae, ecnn BTOpoi poanTens SBNSETCA HOCUTENEM LLaHHOIOo

25 3aboneBaHnd, B 25% cnyyaeB MoXeT poanTbca pebeHoK ¢ LaHHbIM
3aboneBaHveM, a elLie B MOJIOBMHE CIy4aeB OH MOXET BbITb
3[,0POBbLIM HOCUTENEM.

A ecnn BTOpon poanTens boneH, To ectb 50%-5 BEpOATHOCTb
poxaeHna bonbHoro peberka. B opyron nonosmnHe cnyvaes pebeHok
byneT 3L0pOBLIM HOCUTENEM.

3akJtoyeHme

Bbl aBnsieTeck 340p0BLIM HOCUMTENEM FeHa, KOTOPbI 0TBEYaeT 3a pa3BuTHe
BPOX[AEHHOr0 HePPOTUYECKOro CMHAPOMa. T0 ecTb, 370 3aboneBaHne MOXeT
nposiBuTLCA y Bawmnx netent nnm BHykoB. ViMeiTe BBMAY, eCiv BTOPOU poamnTenNb
ABNAETCA 3L0POBbIM HOCMTENIEM MYyTal ML FreHa 3TOro Xe 3aboneBaHum, 10
BEPOSATHOCTb POANTL pebeHka C BPOXAEHHbIM HEPPOTUYECKMM CUHAPOMOM
coctaBnsaeT 25%. VI ewe B 50% cnyvaax Baw byayuinin pebeHok bynet 340poBbiM
HOoCUTeneM MyTaHTHoro reHa. Ecnu xe gpyron poanTens 300poB, To Baw pebeHok
byneT 340poBbIM HOCKMTeNEM € BeposTHOCTbIo B 50% 6e3 prcka pa3BuTms
3aboneBaHnd. YunThIBas BCe 3T0, Mbl pekoMeHayeM BaMm nponTun reHeTmnyeckyto
KOHCyNbTaunio Nepes niaHnpoBaHnem bepeMeHHOCTH, a TakXKe No3aboTnTbca o
CBOEBPEMEHHOM reHeTn4yeckom obcnenoBaHunm pebenrka.

PekomMeHOaumd

YunTbiBagd BCe 3TO, Mbl B TaKNX CNTyaumdax sBCcerga pekoMengyemMm poantendm I'IpOVITl/l
reHeTn4ecKyto KOHCy/bTau o nepe niaHMpoBaHneM 6epeMeHHOCTl/I, a Tak>Xe
no3aboTnTbca o cBoeBpeMeHHOM reHeTn4eCkom O6CJ'|€,£I,OBaHl/Il/I pe6eHKa.
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CuHppom bappe-buans

Bbl aBngeTecs 340pP0OBbIM HOCUTEJIEM BAPWaHTa NeHa,
CBA3aHHOTIO C AaHHbIM 3aboneBaHveM

CnHaopom bapae-buang - s1o reHeTnyeckoe 3aboneBaHume, KoTopoe
XapaKkTepu3yeTca HapyLl eHneM CTPYKTYpPbl U GYHKLU UK Lnanii (pecHuuek nam
XTYTUKOB, HAXOAALWLMXCA Ha MOBEPXHOCTK kneTok). 370 BecbMa pefkoe
3aboneBaHne: Ha MUV OH HOBOPOXAEHHbIX MPUXOAMTCA OKOMO NATU CIy4YaEes.
Cpefv nepBMYHbIX CAMNTOMOB CMHAPOMA — OXMPeHWe, Aerpafaums ceTyaTku
rnasa, ygeam4yeHmne KoNMYyecTsa nanblLeB Ha pykax MM Horax, MoIMKKCTO3 noyexk,
YMEHbLLUEHME Pa3MEPOB NOJSIOBLIX OPraHOB U 3aMeflfleHV e YMCTBEHHOMO Pa3BuUTHS.

BTopryHbIMUM CMMITOMaMK MOTYT BbiCTynaTb gnabeT, drubpos nevexu (ee
paspyLleHune], paccTpoicTBa peyn, acCuMMETPUS BHYTPEHHUX OpraHos,
HeLopa3BuTMe 3yDHOW 3Mann, ManeHbkMe KOpHK 3yboB, noTepsd 0DOHAHUA 1 Ciyxa.
Cneundnyeckoro fle4eHnsa Ha faHHbIM MOMeHT He pa3paboTtaHo. C oxupeHnem
boptoTca C NOMOLLbIO AMEThI, KOAMYECTBO NasblL,eB KOPPEKTM PYIOT ONepaTBHbIM
nyTeMm.

Takxxe paspaboTaHbl MeTOAbI NPOPUNAKTMKIM NOJHON NOTEPU 3PEHMS.

BbisBneHHble BAPWaHT bl

[eH BapuaHt MyTaums Baw reHoTun

CCDC28B rs41263993 C-T C
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HﬂaHVIpOBaHl/Ie CceMbI

MpnMnTe K cBEfeHNI0, 4TO NPpU Takon KOMOMHaALWUKN reHoB,
Cyw,ecTBYeT pUCK pa3BuTusg sabonesaHnsa y Bawiero pebeHka.
BepoTsiHoCTb 3aboneBaHNsA 3aBUCUT OT HECKOJNIbKUX $aKTOpOB:

Ecnu BTOpOIZ poonTeslb He UMeeT MyTaLI,I/IlZ, CBA3aHHbLIX C aHHbIM
3860ﬂ€BaHl/|eM, pe6eHOK B NMNoJjioBMHe Cliy4aeB 6y,ﬂ,eT 340p0OBbIM
HOCUTEeneM OaHHOIo 3aboneBaHn 4.

B cnyyae, ecnn BTOpoi poanTens SBNSETCA HOCUTENEM LLaHHOIOo

25 3aboneBaHund, B 25% cnyyaeB MOXeT poanTbca pebeHoK C LaHHbIM
3aboneBaHveM, a ellie B MOJIOBNHE CIy4aeB OH MOXET BbITb
3[,0POBbLIM HOCUTENEM.

A ecnn BTOpon poanTens boneH, To ectb 50%-5 BEpOATHOCTb
poxaeHna bonbHoro peberka. B opyron nonosmnHe cnyvaes pebeHok
byneT 3L0pOBLIM HOCUTENEM.

3akJtoyeHme

Bbl ABNAeTeCh 34,0p0OBLIM HOCUTENEM FeHa, KOTOPbIV OTBeYaeT 3a pas3suTne
cuHopoma bapae-buang. To ecTb, 370 3aboneBaHme MoxXeT NposaBUTLCA Y Bawinx
neTer nnv BHYKOB. ViMeliTe BBUAY, eCNn BTOPOM POAUTENb ABNAETCA 340POBbIM
HOCMTeNeM MyTalMK reHa sToro e 3aboneBaHuns, TO BEPOSTHOCTb POANTL pebeHka
c cuHapomom bappe-buana coctasnaet 25%. M ewe B 90% cnyvaax Baw byayuwimi
pebeHok byneT 340pOBbLIM HOCMTENIEM MYTaHTHOIO reHa. Ecnu e gpyron poantens
3p0poB, To Baw pebeHok byaeT 340poBbIM HOCKMTeNeM € BeposaTHOCThI0 B 90% bHes
pucka pa3BuTMa 3aboneBaHns. YunTbiBaa BCe 3T0, Mbl pekoMeHayeM Bam npontu
reHeTMYecKy KOHCYybTal Mo neped niaHnpoBaHneM bepeMeHHOCTH, a Takxke
no3aboTnTbCA 0 CBOEBPEMEHHOM reHeTnyeckoM obcnefoBaHum pebeHka.

PekomMeHOaLumg

YynTeiBas BCe 370, Mbl B TaKMX CUTyaLLM AX BCEFAa PEKOMEHAYEM POLNTENSAM MPONTY
reHeTVYecKylo KOHCyNbTaunto nepes NnaHnpoBaHueM bepeMeHHOCTU, a Takxe
no3aboTnTbCA 0 CBOEBPEMEHHOM reHeTnYeckoM obcnegoBaHum pebeHka.
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Peakuunsa Ha neKapcTBa

JlloAn no-pasHOMYy pearvpytoT Ha pasnMyHble JekapcTBa. 370 CBA3AHO C
ocobeHHOCTAMM 0bpasa XW3HW 1 OpraHn3Ma Kaxkaoro YeaoBeka, a Takxe ¢
TeM, YTO JlekapCTBa CO3L,al0TCHA C YYETOM CpefHMX MoKa3aTesen YenoBe4yeckoro
opraHu3Ma, B TO BpeMs Kak Nnocfief0BaTeslbHOCTb MULLIeHel (peLenTopos v
dEepMeHTOB), Ha KOTopble HaleNleHbl 1IekapCcTBa, y KaX40ro YenoBeka CBOS.

91a nocnenoBaTe/lbHOCTb OnpenendeTcd ocobeHHoOCTAMM reHoMa, NosTomMy
reHetTnyeckoe ncciaegoBaHne NoMoraeT BoldBMTb Bally NHOMBWOYAbHYIO
peakunto Ha HeKoTopble JiekapCTBa.
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Peakuusi Ha NeKapcTBa ggopss0e

Peakuuun Ha nekapcTBa

Y Bac BbifiBJIeHa HeCTaHAapTHasA peakuumsa Ha
cnepylouime npenaparhbl:

ctp. 137
Hwuzkuin prck annepruyeckimx peakLumii Ha
abakasup.
cTp. 139

AnnonypvHon NpoTVBOMNOKa3aH.

ctp. 141
Y Bac BbisiBneH BapuaHt *1//*1 reHa
CYP2C9 v reHotun AG nonumopdunsma
rs9934438 B rene VKORC1. Mopbop o3l
BapdapvHa [LOCTyneH no afpecy
http://www.warfarindosing.org.

cTp. 143
HeobxoA MO BHUMATENBHO OTHECTUCH K
Ha3HayeHno
cTp. 145

HeO6XOJ:I,I/IMO BHVMMATEJIbHO OTHECTUCH K
Ha3Ha4YeHNo 1 0,03 1POBaHNIO

HopManbHasa peakuua:

AzaTnonpwmH AMUTPUNTUANH
AleHokymapon BennadakcuH
He3nnpamuH HoxkcenuH
KaneumntabuH Kapsegwnon
Kog evH JlaHconpason
HopTpunTununx Okcukop, oH
[NapokceTuH [MponadeHoH
CumBacTaTvH Teradyp
TpuMunNpaMuH D eHnTOMH
®Topypauun Untanonpam

cTp. 138

MeHee BnaronpusaTHBIA MPOrHO3 fledeHus
yeM npu BapuaHTe CC

cTp. 140
MeHee 6naronpuATHLIA NPOTHO3 NedeHKs
yeM npwu BapmanTe CC

cTp. 142
MeHee BnaronpuaTHbIZ NPOTHO3 NeveHus
4yeM npu BapuaHTe CC

cTp. 144
Mehree BnaronpuaTHbIV NPOTHO3 NeYeHrs
yeM npwu Bapuante CC

Apvnunpason ATOMOKCETUH
BopukoHazon "anonepwgon
3yKknoneHTUKCON MMunpamnH
Knomunpamux Knonugorpen
MepkanTonypuH MeTonponon
Omenpason MaHTonpason
PucnepugoH CepTpanuH
TuoryaHuH Tpamagon
®eHNpoKyMOH ®nekanHng,
330mMenpa3son Jcyutanonpam
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Abakasup
KoMbuHauuna: rs2395029 TT

Huskuit puck annepruyeckux peakumu Ha abakasup.

AbakaBup npumeHserca npun neveHnn BUY-nHdekunmn. Ero nencrsme ocHoBaHO Ha
TOoM, 4TObbI bokMpoBaTh pepMeHT BUpyca, OTBeYatolwmin 3a paaMHoxeH e BY B
KneTkax opraHmn3ama. OH He pa3pyLllaeT yXe UMEeLWNecd BUPYChl, HO MPENATCTBYET NX
penavKkaunmn, To eCTb YBEIMYEHUNIO UX YMCAa.

AbakaBMp NPUMEHSeTCs TObKO B COYETAHUMN C APYTMMUN MPOTUBOBUPYCHbIMMU
npenapaTaMun ona nedenns BVY-nHpekummn, HazHauYnTb €ro MOXET UCKIKYNTENbHO
cneunanncT, 3aHnUMalLLnnca nedyeHmeM sToro 3abonesaHuma. B coctase
KOMbOMHMpOBaHHOW Tepanun abakaBup 3aMeangaeT nporpeccupoBaHme BNY-
MHbekunK, ynydaeT GYHKLUIO UMMYHHOW CUCTEMbI, YMEHbLIAET 4aCTOTy M TAXKECTb
CMWI-accoummpoBaHHbix 3aboneBaHmIM, TO €CTb OCIOXHEHW I, NOSABAAOULMICS
BCnencTBMe ocnabneHna UMMyHUTeTa, BbI3BaHHOro BMpycoM. Hanbonee yactelM u
onacHbIM NoboyHbIM 3hpekToM abakaBupa ABNAeTCH peakumd
rMNepyyBCTBUTENbHOCTM 3aMeAIeHHOro TMna, To ecTb anfieprna Ha npenapar.

PekoMeHpauum no AO03UPOBAHUIO

Y Bac BbIiB/IeH HU3KMIA PUCK Pa3BUTUSA peakuuu runepyyBCcTBUTENbHOCTM (anneprum)
npu npneme npenapata abakasupa. B Bawem cnyyae pekoMeH[,0BaHO MCNONb30BaHne
npenaparta B CTaHAapPTHOM LO3MPOBKE.

BaM He cnepyeT caMOCTOATENbHO NPUHUMATbL pelueHue 0 NpeKpalyeHUn npueMa unm
M3MeHMWM [,03MPOBKU NpenapaToB Ha 0CHOBEe 3TOW UHGOopMaLL UK.
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[lernHTepdepoH anbda-2a
KoMbuHauuna: rs12979860 TC

MeHee 6n1aronpuUATHLIX NPOrHO3 JIEYEHUSA, YEM NMPHU
BapuaHte CC

[NernHTepdepoH anbda-2a npuMeHserca npn nedeHunn renatnta C. OH cBA3bIBaeTCH
co cneunduyeckMMu pellenTopaMmn Ha MOBEPXHOCTM KNEeTOK, 3aMmyckas CNOXH bl
BHYTPUKIETOYHbIN MexaHM3M 1 BbICTPYlO aKTMBaLWIO FeHOB, KOTOPble BANSIOT Ha
MHOrve bronornyeckne spdekTsbl, B TOM Yncae baokMpyoT pa3MHOXEHME BUPYCOB B
MHOMLMPOBAHHbIX KNETKax, MoAaBAROT AefleH e KNeTOK M aKTUBMPYIOT UMMYHHYIO
cucteMy opraHnama. lNernHTepdepoH anbda-2a NprMeHAETCs TONbKO B COHeTaHUM
pvbaBMpMHOM ANns neveHnd renatuta C, HA3HAYMTb €ro MOXeT UCKIIYUTENbHO
cneunanucT, 3aHUMalLWmnINca nevyeHnem storo 3aboneBaHuns.

NHorpa ctaHpgapTHaa ABYXKOMMNOHeHTHad Tepanunsa renatuta C HesddekTnBHa. Takoe
cayYaeTcs Npu HanMumMu y nauneHTa HebnaronpuaTHoro BapuaHTa reda IFNL3. B 3Tom
c/yd4ae Noka3laHo Ha3HayeHue JoNOAHUTENbHbIX MpenapaToB Aaa obecnedyeH s
CTOMKOro BMPYCONOrMYeCckoro oTBeTa Ha Jle4eHne 1M MOAHOro Bbl3[,0P0OBEH N4
nauneHTa, NO3TOMY LienocoobpasHbiM ABAAETCS NPOBEAEH e FreHeTMYeCcKoro aHanms3a
neped Ha3HayeHMeM NPOTMBOBUPYCHOM Tepanuu renatuTta C.

PekoMeHpauuum no A03UpoBaHUIO

Y Bac BoisgneH reHotun CT nonumopdunama rs12979860 8 reHe IFNL3. Baw reHotun
MMeeT MeHee baronpuATHBIM NPOrHO3 A5 J€YEeHUA XPOHWNYECKOro BYPYCHOM0
renatnta C c noMowbto nernHTepdepoHa anbda-2a v pnbaBMprHa N0 CPaBHEH IO C
BapunaHToM CC. Y Bac nmeetcqa 30% BepoATHOCTb pa3BUTUA YCTOMYNBOIrO BMPYCHONO
otBeTa (YBO)J, To ecTb 0TCYTCTBUSA NPU3HAKOB akKTUBHOCTM BMpYyCa B KPOBYU, Yepes 48
Hefenb NevyeHuns.

JleyeHwve c nomowbio nernHTepdepoHa ansda-2a n pubasrpuHa asnsercqa bonee
3GPEeKNBHbBIM B KOMBMHALMMN C MHTUBUTOPOM BMPYCHOM NpoTeasbl (6oLenpesrpoM nn
Tenanpesupom). Baw nedvaunii Bpay gomXKeH y4nUToIBaTh 3T0 Nepes BbiBopoM
MPOTMBOBMPYCHOWN Tepanuu.

BaM He cjieayet caMoCTodATEJ/IbHO NPUHUMaATb pelleHUue O NnpekKkpaweHnm npueMa Uin
U3MEeHUU A 03UPOBKU NpenapaToB Ha OCHOBe 3TOM MH¢OpMaL|,MM.
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AnnonypuHon
KoMbuHauusa: rs9263726 AG

AnnonypuHon npoTuBonoKa3aH.

B HopMe y yenoBeka NypmHbl, NOCTynatoLWme C NuLLen, paclennaTca C
obpa3oBaHVeEM MOYEBOW KMCNOThI, KOTOPas 3aTEM BbIBOAMUTCA MNOYKaMu. ITO BELLECTBO
M10X0PacTBOPMMO M NP N3bbITKE ero B KPOBU - TMNEePYPUKEMUM - MOXET
obpa3oBbIBaTh KpMCTaNbl B TKaHAX, CycTaBax M noykax. ANNoNypmHoON NpenaTcTByeT
obpa3oBaHMIO MOYEBOW KMCNOThI, Boknpysa depMeHThI, y4acTByloLl e B obMeHe
nypnHoB, bnarofapsa Yyemy obpasytoTCcs XOpOLO pacTBOPUMbIE MPOAYKTLI U
NpefoTBPaLLaETCs OT/IOXKEH e KPNUCTaNI0B MOYEBON KMCOThl B TKAHAX MU MOYKaX.

AnnonypuvHon MCNonb3yeTca Npu runepypukemMun, nogarpe, a Tak xe npu
3aboneBaHmMAX, CONPOBOXAAIOLLMXCA MOBbIWEHbLIM pacnajoM KNeTok U obpa3zoBaHMeM
nypuHoB. [TobouHble sddekTbl annonypmHona BCTpevaTcs pefko, TeM He MeHee,
BbiBaloT o4eHb onacHbiMU. OHM NPOABAAIOTCS KAk KOXHbIe anneprmyeckme peakumu,
CbiNu, HO BbIBatOT 1 Bonee rpo3HbIe OCNOXHEHUS - CUHAPOM Jlalienna u CUHIPOM
CtuBeHca-/l>oHCOHa, KOTopble MOryT cTaTb MPUYUHOW rocAMTannM3aynm B oTAeneHme
peaHUMaunK.

PekoMeHaauuu no 4o3UMpPOBaHUIO

Y Bac BbiABAEH BbICOKMI PUCK Pa3BUTUA PeakLum rmnepyyBCTBUTENBHOCTU
(annepruun) npun npueme npenapata annonypurona. B Bawem cnyyae ucnonssoBanue
npenapaTta NpoTMBoONoOKasaHo. PekomeHayetcs BbibpaTh Apyron npenapat 4Ns
neyvyeHud nofarpsl U KOPPEKLMM NOBbILUEHUS YPOBHS MOYEBOW KMCOTLI B KPOBU.

BaM He cneayeTt CaMOCTOATEJZIbHO NPUHUMATb pelleHue 0 NnpekKkpawweHnm npueMa Uin
U3MEeHUU A 03UPOBKU NpenapaToB Ha OCHOBe 3TOM MH¢OpMaLWIM.
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bouenpeBup
KoMbuHauuna: rs12979860 TC

MeHee 6n1aronpuUATHLIX NPOrHO3 JIEYEHUSA, YEM NMPHU
BapuaHte CC

BOLI,eI'IpeBl/Ip NMPUMEHAETCA MPpKN JIEHEHUNW TenaTnTa C nepBoro reHoTnna. Ero JJ,GIZCTBVIQ
OCHOBaAHO Ha TOM, 4T0DbI DNOKYK poBaTb Cl)epMeHT BMpPYyCa, OTBel-IaPOLLI‘I/IVI 3a ero
Pa3MHOXeHWE B KJTETKax opraHmn3Ma. OH He pa3pylwaeT yXxe nMmerouimnecd snpycel, HO
NpendATCcTBYyeT nx pennmkaun, 710 eCTb yBeJIMYEHNIO NX HMCNa.

BouenpeBunp NprMeHAeTCs TONbKO B COMETaHUM C NernHTeppepoHoM-anbda U1
pvbaBupnHOM ANng neveHnsa renatuta C nepBoro reHotMna, Ha3Ha4YuUTb €ro MoXeT
MCKNIOYMTENbHO CNeumanmncT, 3aHMatLLmMinca nedeHnem sToro 3abonesaHus.
CraHpnapTHoW Tepanuen renatnta C aBnseTcd Ha3HayeH e LBYX NpenapaTtos -
nervHtTepdbepoH-anbda 1 pubasnpuH. Ho B cnyyae Hannuma HebnaronpuaTHOro
BapvaHTa reHa IFNL3y mnaumeHTa MOXHO 3apaHee NpeanonoxXmTe He3QPeKTMBHOCTb
Takoro geyeHuns.

PekoMeHpauuum no AO03UpPOBaHUIO

Y Bac BbigsneH renotun CT nonumopdumama rs12979860 B reHe IFNL3.. Baw reHoTun
MMeeT MeHee DN1aronpuATHbIM MPOrHO3 A9 JIeHeH WA XPOHWNYECKOro BUPYCHOIO
renatuta C c nomouiblo nernHTepdeporHa anbda-2a/b n pubasmupuHa B codeTaHmm ¢
MHTMBUTOPOM BUpPYCHOM NpoTeassl (Gouenpesrpom) no cpaBHeHnto ¢ Bapnantom CC. Y
Bac nmeertcd 60% BepoaTHOCTb pa3BUTWA YCTOMYMBOro BUpycHoro oTeeTa (YBOJ, To ecTb
OTCYTCTBMS MPU3HAKOB akKTMBHOCTU BMPYyCa B KPOBMU, Yepe3 24-48 Hepenb leyeHns.

B 50% cnydyaes, aHasorMyHbIx Balwemy, [0CTaTO4HO YKOPOYEHHOr0 Kypca sedeHns (24-
28 Hefenb BMecTo 48 Hefenb), KOoTopbii cnonb3ayercs, ecnv BupycHaa PHK He
obHapyxunBaeTcsd B KpoBM nocsne 8 Hefenun nprvema npenapatos. Baw nevaunin Bpay
L,0/KEH Y4MTbIBaTb 3TN MNOKa3aTenu nepef Ha3HayeHeM NPOTUBOBMPYCHON Tepanmu.

BaM He cjleayeTt caMoCTOoATEJIbHO NPUHUMaTb pelleHUe o NnpekKkpaweHnm npueMa Uin
U3MEeHUU A 03UPOBKU NpenapaToB Ha OCHOBEe 3TOM MHd)OpMaLIMM.
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Peakuus Ha NeKapcTBa goseeee

BapdapuH
KoMbuHauusa: CYP2C9 *1/*1, rs9934438 AG

Y Bac BbisiBneH BapuaHT *1//*1 rena CYP2C9 u reHoTmn
AG nonuMopdusmMa rs?9934438 B reHe VKORC1. Mopbop
0,03bl BapdpapuHa AocTyneH no agpecy
http://www.warfarindosing.org.

B HopmMe KpoBb B cocyfiax 1 cepale He cBopaymnBaetcd. OoHaKo NpuM HEKOTOPbIX
3aboneBaHMAX CBEPTBIBAEMOCTb KPOBM MOBLILEHA, YTO MPUBOAUT K 06pa3oBaH Mo
KPOBSIHbIX CIyCTKOB — TpoMboB. BapdapuH oTHOCUMTCA K rpynne aHTUKOAryJ1sgHTOB -
NeKkapCTBEHHbIX CPeACTB, MPENATCTBYIOWMX CBEPTHIBAHWIO KPOBM, U NpedHa3HayeH
ONA LAVTENBHOMo NPUMEHEH .

[lpenapaT He fencTByeT HeMOCPeACTBEHHO Ha TPOMbbI, @ yMeHbLIaeT B MeYeHn CUHTE3
BelllecTB, HeobxognMmbix 4na TpoMboobpasoBaHug. BapdapuH npumerHaerca ons
NnpenoTBpaLleH s NoasaeH s TpoMboB B cocyfax u ceppue. Hanbonee yacrto ero
Ha3Ha4alT Npu Tpombosax rnyboknx BeH, AN NpodunakTMKM Nocne onepawuii, a Tak
Xe npu Taknx 3aboneBaHnsax, kKak MHGapKT MYOKapLa M HapyLeHna puTMa.

PekoMeHpauuu no AO03UpoBaHUIO

Y Bac BoiaBneH BapuaHT *1//*1 rena CYP2C9 n redotvn AG nonvmopdunsma rs9934438 B
rene VKORC1. Ha cerogHAWHMIM feHb oNnTUManbHbIM cnocobom nogbopa L031MpoBKY
BapdapvHa CHMTAETCA MCMOIb30BaHWeE aNropuTMa, 0OCHOBAHHOro Ha
PapMaKoreHeTM4eckoM TECTMPOBAHMMN. 3TOT aNrOPUTM YYUTbIBAET Kak KIMHMUYECKYIO
nHdopmaumio (non, Bo3pacT, Macca Tena u Ap.), Tak ¥ faHHble FreHeTUYeckoro
aHanusa.

OH mocTyneH no agpecy http://www.warfarindosing.org. Baw nedauinii Bpay gonxeH
ocyulecTBuUTb nofbop onTuMansHol Ana Bac go3bl C MOMOLL b0 3TOr0 anropnutMa.

BaM He cnepyeT caMOCTOATENbHO NPUHUMATb pelueHue 0 NpeKpalLeHUn npueMa unm
M3MeHMWU [,03MPOBKU NpenapaToB Ha 0CHOBE 3TOW UHGoOpMaLL UK.
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[lernHtepdepoH anbda-2b
KoMbuHauusa: rs12979860 TC

MeHee 6n1aronpuUATHLIX NPOrHO3 JIEYEHUSA, YEM NMPHU
BapuaHte CC

[MernHTepdepoH anbda-2b npumMeHserca npun nedeHunn renatnta C. OH cBA3bIBaeTCH
co cneunduyeckMMu pellenTopaMmn Ha MOBEPXHOCTM KNEeTOK, 3aMmyckas CNOXH bl
BHYTPUKIETOYHbIN MexaHM3M 1 BbICTPYlO aKTMBaLWIO FeHOB, KOTOPble BANSIOT Ha
MHOrve bronornyeckne spdekTsbl, B TOM Yncae baokMpyoT pa3MHOXEHME BUPYCOB B
MHOMLMPOBAHHbIX KNETKax, MoAaBAROT AefleH e KNeTOK M aKTUBMPYIOT UMMYHHYIO
cucTeMy opraHmama. [lernHtepdbepoH anbda-2b NnpuMeHaeTca ToNbKO B COYETAH UMK
pvbaBMpMHOM ANns neveHnd renatuta C, HA3HAYMTb €ro MOXeT UCKIIYUTENbHO
cneunanucT, 3aHUMalLWmnINca nevyeHnem storo 3aboneBaHuns.

NHorpa cTaHgapTHaa ABYXKOMMNOHeHTHad Tepanusa renatuta C HesddekTnBHa. Takoe
cayYaeTcs Npu HanMumMu y nauneHTa HebnaronpuaTHoro BapuaHTa reda IFNL3. B 3Tom
c/yd4ae Noka3laHo Ha3HayeHue JoNOAHUTENbHbIX MpenapaToB Aaa obecnedyeH s
CTOMKOro BMPYCONOrMYeCckoro oTBeTa Ha Jle4eHne 1M MOAHOro Bbl3[,0P0OBEH N4
nauneHTa, NO3TOMY LienocoobpasHbiM ABAAETCS NPOBEAEH e FreHeTMYeCcKoro aHanms3a
neped Ha3HayeHMeM NPOTMBOBUPYCHOM Tepanuu renatuTta C.

PekoMeHpauuum no A03UpoBaHUIO

Y Bac BoisgneH reHotun CT nonumopdunama rs12979860 8 reHe IFNL3. Baw reHotun
MMeeT MeHee baronpuATHBIM NPOrHO3 A5 J€YEeHUA XPOHWNYECKOro BYPYCHOM0
renatnta C c noMowbto nernHTepdepoHa anbda-2b v pnbaBMprHa MO CpaBHEH MO C
BapunaHToM CC. Y Bac nmeetcqa 30% BepoATHOCTb pa3BUTUA YCTOMYNBOIrO BMPYCHONO
otBeTa (YBO)J, To ecTb 0TCYTCTBUSA NPU3HAKOB akKTUBHOCTM BMpYyCa B KPOBYU, Yepes 48
Hefenb NeyeHuns.

JleyeHwve c nomowbio nernHTepdepoHa ansda-2b n pubasrpuHa asnsercqa bonee
3GPEeKNBHbBIM B KOMBMHALMMN C MHTUBUTOPOM BMPYCHOM NpoTeasbl (6oLenpesrpoM nn
Tenanpesupom). Baw nedvaunii Bpay gomXKeH y4nUToIBaTh 3T0 Nepes BbiBopoM
MPOTMBOBMPYCHOWN Tepanuu.

BaM He cyieayet caMoCToATEJZIbHO NPUHUMaATb pelleHUe 0 NnpekKkpaweHnm npueMa Uin
U3MEeHUU A 03UPOBKU NpenapaToB Ha OCHOBe 3TOM MH¢OpMaL|,MM.
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KapbamasenuH
Kom6uHauus: HLA-A *X, HLA-B *15:02

HeobxoaMo BHUMATENIbHO OTHECTUCH K HA3HAYEHUIO

KapbamasenuH Bnusaer Ha MeMbpaHy HEpPBHbIX KIIETOK, CHMXasa ee BOCNPUUMYMNBOCTb K
BO30yXaatwmm MegnaTopaM - BelecTBaM, NocpefCTBOM KOTOPbIX HEMPOHbI MepefatoT
MMMyNbChl ApYyr APYry. Taknum obpa3oM npenapaT yMeHbLllaeT BO30byLMMOCTb HEPBHbIX
KJTeToK, YTO MCMONIb3YeTCs MPUN JeYEHU N MHOIUX HeBpoormyeckmx 3aboneBaHunii.
KapbamasenuH npuMeHaoT Npu 3NUNENCUU, MaHWaKanbHbIX COCTOAHNSX,
aJIKOroibHOM abCTUHEH LMW, HEBPAJITMM TPOMHMYHOIO U 3bIKOM10TOYHOI0 HEepBOB,
LunabeTmnyeckon HerponaTun.

[MoboyHble shdekThl kKapbamalenvHa BCTpeyatoTca peako, TeM He MeHee, beiBatoT
04YeHb onacHbIMU. OHM NPOABAAOTCA Kak KOXHbIe annepruyeckme peakuymm, Celnu, HO
bbiBatoT 1 bonee rpo3Hbie OCNIOXHEHNSA - cuHApom Jlanenna v cuHppom CTrBeHca-
[>KoHCOoHa, KoTopble MOryT CTaTb MPUYMHON FrOCAUTanM3aLnmu B OTLEeNeH e
peaHnMauunmn. 3a 3T noboyHble 3PdekTbl NpenapaTa B OpraHM3Me OTBEYAET reHbl
HLA-An HLA-B, onpeneneHHblie BapvaHThl KOTOPbIX U ABASIOTCA MPUYMHON
OCJTOXKHEHUW.

PekoMeHpauum no AO3UPOBAHUIO

Y Bac BbisiBneH BapnaHT *15:02 reHa HLA-B, npn KOTOpOM MOBbIWEH pUCK pa3BUTMIS
noboyHbix sddekToB Ha GoHe Npmnema npenapaTa kKapbamazenmnHa. K BO3MOXHbIM
NoboYHbIM 3PdekTaM OTHOCUTCH Pa3BUTUE aNNepruyecknx peakLUnun Kkak no Tuny
KOXHOW CbIMW, Tak 1 Bonee TAXEbIX, OMACHbIX 419 XW3HW COCTOAHWR (CUHOpOM
Ctuserca — [xoHcoHa, cuHapom Jlarennal. Ecnu Bbl npexpe Hukorga He
NnpMHMUManu kapbamasenuH, ero ncnonb3oBaHve BaM npoTnBonokasaHo, 418 NeYeHuns
cnepyet nogobpaTh Apyrov npenapart.

CnenyeT 0TMeTUTb, YTO aflbTEPHATUBHbIN NpenapaT LOXKeH CTPYKTYPHO OTIMYaThCs OT
kapbamazenuHa. Ecnv Bel npuHumanu kapbamasenunH npexpge B TedeHne He MeHee 3
MecsaLeB, ¥ Torga KoXHble NobodHble 3hpdexThl (Cbinn) He pasBMBannCh, €ro MOXHO
MCMONb30BaTb C OCTOPOXHOCTLI. Balw neyaulmnit Bpay LONXKEH BHUMATENbHO
OTHeCTUCb K Ha3HaYeHMto faHHOro NnpenapaTa.

BaM He cjleayet caMoCTodATEJ/IbHO NPUHUMaTb peLlleHue O NnpekKpaweHnm npueMa Uin
U3MEeHUU A 03UPOBKU NpenapaToB Ha OCHOBe 3TOM VIH(IJOpMaLIMM.
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TenanpeBup
KoMbuHauuna: rs12979860 TC

MeHee 6n1aronpuUATHLIX NPOrHO3 JIEYEHUSA, YEM NMPHU
BapuaHte CC

TeﬂaﬂpeBMp NMPUMEHAECTCA NMPpUN NedeHnn renatnTa C nepBororeHornna. Ero ,EI,eVICTBl/Ie
OCHOBaAHO Ha TOM, 4T0DbI DNOKYK poBaTb Cl)epMeHT BMpPYyCa, OTBel-IaPOLLI‘I/IVI 3a ero
Pa3MHOXeHWE B KJTETKax opraHmn3Ma. OH He pa3pylwaeT yXxe nMmerouimnecd snpycel, HO
NpendATCcTBYyeT nx pennmkaun, 710 eCTb yBeJIMYEHNIO NX HMCNa.

TenanpeBup NPUMEHHAETCA TONIBKO B COYETAHMM C nerMHTepdepoHomM-ansda u
pvbaBupnHOM ANng neveHnsa renatuta C nepBoro reHotMna, Ha3Ha4YuUTb €ro MoXeT
MCKNIOYMTENbHO CNeumanmncT, 3aHMatLLmMinca nedeHnem sToro 3abonesaHus.
CraHpnapTHoW Tepanuen renatnta C aBnseTcd Ha3HayeH e LBYX NpenapaTtos -
nervHtTepdbepoH-anbda 1 pubasnpuH. Ho B cnyyae Hannuma HebnaronpuaTHOro
BapvaHTa reHa IFNL3y mnaumeHTa MOXHO 3apaHee NpeanonoxXmTe He3QPeKTMBHOCTb
Takoro geyeHuns.

PekoMeHpauuum no AO03UpPOBaHUIO

Y Bac BbigsneH renotnun CT nonumopdumama rs12979860 B reHe IFNL3. Baw reHotun
MMeeT MeHee bNaronNpMATHLIN NPOrHO3 AN IeHeHU s XPOHMYEeCKOro BUPYCHOro
renatuta C c nomouiblo nernHTepdeporHa anbda-2a/b n pubasmupuHa B codeTaHmm ¢
MHIMBUTOPOM BUpPYCHOI NpoTeasbl (Tenanpesrpom) no cpaBHeHuio ¢ BapuaHTom CC. Y
Bac nmeertcs 60% BepoaTHOCTb pa3BUTUSA YCTOMYMBOro BUpycHoro oTeeTa (YBOJ, To ecTb
OTCYTCTBMSA NPU3HAKOB aKTVBHOCTM BMPYCa B KPOBW, Yepe3 24-48 HefleNb NeveHns.

B 50% cnydyaes, aHasorMyHbIx Balwemy, [0CTaTO4HO YKOPOYEHHOr0 Kypca nedernd (24
Heflenb BMecTo 48 Hefenb), KoTopblit ncnonb3ayercs, ecnv BupycHaa PHK He
obHapyXnBaeTcd B KpOBM nocie 4 Hegenu npvema npenapartos. Baw nevawnn Bpay
L,0/KEH Y4MTbIBaTb 3TN MNOKa3aTenu nepef Ha3HayeHeM NPOTUBOBMPYCHON Tepanmu.

BaM He cjleayeTt caMoCTOoATEJIbHO NPUHUMaTb pelleHUe o NnpekKkpaweHnm npueMa Uin
U3MEeHUU A 03UPOBKU NpenapaToB Ha OCHOBEe 3TOM MHd)OpMaLIMM.
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Takponumyc
KoMm6uHauus: CYP3AD *3A/*3A

Heobxon Mo BHUMaTeNIbHO OTHECTUCh K Ha3HAYEHU I U
[,03UPOBaHUIO

OTHoCUTCS K rpynne MUMMyHofenpecaHToB. TakpoanMyc, CBSA3bIBasiCb C LUTO30/bH bIM
benkoM MHrMbupyer depMeHT, OTBETCTBEHHbIN 3a@ BbIpaboTKy LMTOTOKCUYH biX
nmooumnToB. TaknM 0bpa3oM NPoOMCXOAUT YMeHblUeHe BblpaboTKM LLUTOTOKCUYHbIX
AMMbOLMTOB, KOTOPbIE, B OCHOBHOM, OTBEYaloT 3a peakLmio OTTOPXKeH s
TpaHcnaaHTaHTa.

HaHHblM npenapaT nokasaH B Ka4yecTBe NPOPUNAKTUKLM U TeHeHns peakunmu
OTTOP>XEHMSA annoTpaHcnaaHTaTa NevYeHmn, NoYeKk N cepaLia, B TOM YMCe Pe3VCTeHTHOMN
K CTaHLAPTHbIM pexmnMam nMMyHocynpeccnBHon Tepanun. K Hanbonee yacTeim
noboyHbIM 3hdekTaM 0THOCATCA: NOBbILWEHME apTepManbHOro AaBneHus, auapes,
TOWHOTa, pBOTa, YyBeNIMYeH e CoflepXaH g B Na3Me KpoBM MIOKO3bl U Kanug,
ronoBHas bonb, beccoHHmua. Beibop go3bl npenapaTta L0NXeH OCHOBbLIBATHCA Ha
KIMHWYECKOWN OL,eHKe peakLmy OTTOPXKEHUSA U MepeHOCMMOCTM TaKpoaMMyca y Kaxaoro
nauneHTa MHAMBUAYANbHO.

PekoMeHpauuu no AO3UPOBAHUIO

Y Bac Bbigsnen BapuanT *3/*3 rena CYP3AS. [1na Bawero reHoTrna HeT 40CTaTO4H O
MHdoOpMaLUM 0 HeobXoA4MMOCTU N3MEHEH WS 403MPOBKM TaKpPOSMMYyCa MO CPAaBHEHMIO CO
cTaHfapTHou. Bo3MoxHo, npu nprveMe npenapata bygeT NoBbilleH pUCK pa3BuUTHUS
noboYHbIX 3pPeKToB.

Baw ﬂeqaumﬁ Bpa4d AOJIKEH BHMMATEJNIbHO OTHECTUCb K Ha3Ha4YeHWto U JO3MPOBaHWIO
LaHHOro npenaparta.

BaM He criegyeT caMoCTOATeNIbHO NPUHUMaThb pelleHue 0 NpeKpalLeHUU npueMa unm
M3MEHUM [,03UPOBKMK NpenapaToB Ha OCHOBE 3TO0W MHGOopMaLLuM.
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MutaHune

Bce KOMMOHEHThI HALWEro MMTaHUE MOXHO YC/NOBHO pa3fesinTb Ha
MaKpPOHYTPMEHTbI, K KOTOPbIM OTHOCATCH 6eﬂKl/I, KNpPbl 1 yrnesoAbl, M
MUKPOHYTPNEHTLI, K KOTOPbIM OTHOCATCA BUTAaMWHbI N MU HEPabl.

HenoBek ycTpoeH TaknM 06pa3oM, 4TO OCHOBHbIM MCTOYHNKOM 3HEpruu ANs ero
XW3HeLeATeNbHOCTN ABASIOTCA YreBo4bl, a CTPOUTENbHbIM MaTepranomM ans
KneTok — benku 1 Xupbl. BuTaMuHbl 1 MUHepansl He SBASIOTCA UCTOYHMKOM
SHEPrUW U He CnyXaT CTPOMTeNbHBIM MaTepranoM ANd KneTok n TkaHen. OgHako
OHW HENOCPeLCTBEHHO Y4acCTBYIOT B YCBOEHU W NMUTATENbHbIX BELLECTB U perynaumnm
BCEX BaXHbIX QYHKL M opraHn3Ma. MUKpPOHYTpUEHTbI Kak Bbl AV pPUKN pyOT BCEM
«OPKEeCTPOM» Hallero obMeHa Bel,ecTB. HyTpyveHTbI J0KHbBI MOHOCTBIO

YL OBNETBOPATL NOTPEeOHOCTL OpraH3Ma B 3Heprum ANa XKN3HeLeqaTeNbHOCTM U B
CTPOMTENBHOM MaTepuane AAs KNeTokK, KOTopble HenpepbiBHO 0OHOBAATCS.

OcobeHHocT 0OMeHa BelleCcTB KaXAblii Yes0BeK yHacne0Ban oOT CBOMX NPeAKOoB,
KaX bl MMeeT pa3Hble NOTpebHOCTM B Makpo- 1 MUKPOHYTpUeHTax. Hanpumep,
BCEM HaM HY>XHbl BUTaMWUHbI, OAHAKO KaXA0MY U3 Hac — pa3Hoe X KOJIMYEeCTBO.
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Bam pekoMeHpoBaHa cbanaHcupoBaHHas

AHaNn3 reHeTnyeckmx ocobeHHocTen obMeHa BeLLecTB noka3saJl, 4Tto Bel
npenpacnofnoXeHbl K TakoMy 0OMeHY OCHOBHbIX MMUTaTeNbHbIX BEULECTB, YTO
npeanbHbiM 0ng Bawero opraHnama bynert cpefjHee COOTHOLEHME
MaKpOHYTPMEHTOB B paLlMoHe. 3T0 03Ha4aeT, 4To Hanayyw M BelbopoM ans
Bac ctaHer CbanaHcmpoBaHHbIVM TUN nuTaHua. B cbanaHcnpoBaHHOM
paLoOHe COOTHOLWeHMe caMblX HeobxoamMblx Balwemy opraHunamy BellecTs —
benkos, X1MpoB 1 yrneBoaoB nofobpaHo NCXoad U3 cpefHen notpebHocTM B
HNX. 3TO 3HAYWT, YTO HM OAMH M3 KOMMNOHEHTOB He MpPeBaNMpyeT Hag LpYrUMU.
YytnTe, UTo yrneBofHas 4acTb Ballero pallMoHa AoXHa bbiTe NpefcTaBfieHa
B OCHOBHOM MPOAYKTaMM CO CIOXHbIMUW yriesogamu (LenbHo3epHoBbIe
MakapoHbl, boboBbIe, 0BOLLM, 3eeHb, HEKOTOPbLIE GPYKTbl U Arofbl), 4Tobbl He
NPOMCXOAMI0 PE3KMX CKaUYKOB YPOBHS M1t0KO3bl B KPOBU, @ XMPbl AOXKHbI
OblTb MOIE3HBIMU, TO €CTb HeHachblWeHHbIMK. CnoBocoyeTaHme “Tnun nuTaHmng”
B Bawel cuTyaumm HeckonbKo yCN0BHO, MOTOMY YTO 3TO CKOpPee CTWITb XM3HM
— KaX[AblM feHb eCTb NULLY, MONE3HYI0 MMEHHO A9 Bac, M CTapaTbCs He ecTb
MPOAYKTLI, HEMEPEeHOCHMOCTb KOTOPbIX Y Bac BbisiBAEHa.
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OcobeHHOCTU MeTabonun3mMa

Xonecreprr-LITHT] OB xonecTepmnH

Y Bac ecTb NpenpacnonokeHHOCTb K EcTb NnpeapacnonoxXeHHOCTb K
NOBbILIEH N0 YPOBHS «MJ10XOr0 NOBbILIEHWNIO YPOBHS 0bLyero

xXonectTepnHa>» B KPOBU xonecTepnHa B KPOBU

[eHbl:, FN1, CMTMé6 ... [enbi: ASAP3, ABCB11, FAM117B ...

ypOBeHb [JIHOKO3bl B KPOBW MOHOHeHaCbILLLeHHbIe KAPHbI

y BacC eCTb I_Ipe,D,paCI_IOJ'IOXGHHOCTb K yI_IOTpe6ﬂeHl/|e MOHOHEHacChbl W eHH bl X
MNOBblIWEHWMKO ypOBHﬂ NMIKO3bl B )Kl/lpH bIX KNCNOT B3aMeH

KpOBl/I HaCblLWEeHHbBIM CﬂOCO6CTByeTy BacC
Fenbl: G6PC2, SPC25, MTNR1B, GCK, CHVPXERMIO Beca

YKT6 ... Fenb: PPARG. ADIPOQ
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OcobeHHocTM MeTabonusMa (npopgonxxeHue)

[ nioTeH

HeT npegpacnonoxeHHoOCTH K
HenepeHoCUMOCTU r1toTeHa

[enbl: ICOS, CCR3, HLA-DQA1, HLA-
DQA2, HLA-DRB1, HLA-DRB4 ...

Tpuranuepvasi

HeT npeapacnonoxeHHoOCTH K
MOBbILIEHHOMY YPOBH 0
TPUTNNLEPUL 0B B KPOBU

['enbr: DOK7, VEGFA, MET ...

151

Xonecteput JIHBI

EcTb npenpacnonoXeHHOCTb K
MNOBbILIEHHOMY YPOBH IO «XOpOLLEro
XonecTeprHa» B KpOBU

lenbl:, 1ISG20L2, RRNAD1T, TEX35 ...
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XonectepuH JIMNHI

JInnonpoTeunHbl HU3KOW NNOTHOCTMU TPAHCMOPTUPYIOT NO KPOBOT OKY XOJIECT €PUH,
TPUrNULLEPUA bl U A pyrue Xxuponof obHele BewecTBa. 3To NpoAdyKT bl 06MeHa BeLw,ecTB:
OHM 0bpa3ylTca B pe3ysibTaTe YCBOEHUSA MULLLK, cofepiXallen Xxupbl. [naBHasa 3agava
JIMHM — TpaHcnopTMpoBKa xonecTepuHa K kKneTkaM. Boicokaa koHueHT pauuma JITTHI
NoBbillaeT BEPOATHOCTb pa3BUTUA aTepockiepo3a (06pa3oBaHUA X01eCT epUHOBLIX
6nswek B cocynax) u 4 pyrux cepa euyHo-cocyaucTbix 3abonesaHuit. Mostomy
NUNONPOTeunHblI HU3KOMW NMIOTHOCT M YacT 0 Ha3bIBAOT «MIOXUM>» X0NeCTePUHOM.
HekoTopble Npoa yKT bl MOTYT cHU3UTb YpoBeHb JITHI B KpoBY, Hanpumep, 3eneHbI U
6enbin yan, PpyKT bl M 0BOLLM, @ TAKXKE NPOAYKT bl C BbICOKAM COA, ep>XXaHUeM omera-3 —
nococob, rpeukum opex, oiMBKkoBoe Macno U T. 4. CHukeHune ynotpebneHust XKUBOT HbIX
XXMPOB U dn3MYecKas akT MBHOCT b Talkoke bnaronpusaTHo BAMaOT Ha ypoBeHb JITTHI.
CeHeTMYeCKU TecT uccriepyeT BalUM reHbl, KOTOPbIe OTBEYalOT 33 KOHLEHT paLuio
NINNONPOT €MHOB HU3KOM MIOTHOCTU.

BbifiBJIeHHble BaPUaHThbI

["eH BapvaHt Baw rerotumn
SLC22A1 T
DNAJC13 GG

- AA
HFE GG
- CC
APOC1 AA
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-

06w unn xonectepuH < <N

80% obwiero xonecTtepuHa CMHTe3unpyeTCs B OpraHusMe, a octanbHbie 20%
nocTynatT ¢ nuuei (B 0CHOBHOM — C MACOM, AliLLaMU U CJIMBOYHBLIM MacsioM). B
HOpMasibHbIX KOHLLEHT paLusiX Xo0NecT epuH BaXKeH A NS rapMOHUYHOIO
GYHKLMOHMPOBAHUA OpraHnu3Ma, B TOM Yucsie NoTOMy, YT O X0JleCTepuH yyacTByeT B
obpa3oBaHUM KNeToYHbIX MeMBpaH U ropMoHOB. O HaKo NOBLIWEHHbLIN YPOBEHb
xosiecTepuHa cnocobcTByeT pa3BuTuUio 3aboneBaHnin cepp e4HO-COCYA UCT ON CUCT EMBI.
XonecTtepuH nepeHocutcs Kposbto B Bua e JINBI — «xopowero xonectepuHa» v JIMNHM
— «MJI0XOro xonecTepuHa». BaxkHo cobniopgatb ypoBeHb obLiero xonecrtepuHa B
OpraHuM3Me U He A 0MNyckaTb ero noBbiweHUss. HekoTopblie NpoAYyKT bl MOFYT CHU3UTb
ypoBeHb JITTHI B KpoBK, a BMecTe € HUM U X0NeCTepuH, HafnpuMmep, 3eneHbin U benbin
4yan, GpYKT bl M 0BOLLM, @ TAKXKe NPOAYKT bl C BLICOKAM COf ep>XXaHUeM oMera-3 —
NoCoChb, FpeuKnin opex, onnuBKoBoe Macso U T.4,. CHWKeHue ynotpebneHuns XXMBOT HbIX
XKMPOB 1 pn3MYecKas akTUBHOCT b Takke bnaronpuaTHo BAusAOT Ha ypoBeHb JITTHI un
xonectepuHa. AspobHble pusnyeckme Harpysku, CHUXKEHMUE Macchl Tena,

BO3/ ep)XaHue OT BpeAHbIX MPUBbLIYEK, @ TaKXKe NPUEM oMera-3->KUPHbIX KNCNOT MOTyT
NoBbICUTb KOHUeHTpauuto JITIBI, uto Takke 61aronpmMaTHO BAUAET Ha YPOBEHb
xonectepuHa. [eHeTUYeCKMM TeCcT uccnenyeT BaluM reHbl, KOTOpble OTBEYaloT 3a
YpPOBEHb X0NecTepuHa B opraHusmMe.

BbifiBJ1eHHble BAPUaAHTLI

[eH BapuaHTt Baw reHotun
HNF1A AC
NPCI1L1 GG
TMEMS57 T

PXK GG

- CC
HPR, TXNL4B AG
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YpoBeHb raKo3bl B KpOBU rg

noko3a BbiNonHAET bonbLloe KonuyecTBo GYHKL UM B OpraHnusMe yenoseka. B
nepByto oyepenb OHA AIBASETCS YHUBEPCaJibHbIM UCT OYHUKOM 3HEPruu, BO BTOPYHO —
aHTUTOKCMYeCKUM cpef cTBOM. O HaKo yBeNinyeHne ee ypoBHSA B KPOBU MOXKeET
CBUAeTenbCTBOBaTb 0 COCTOAAHUN NpepnabeTa, koTopoe apnseTca GakToOpPoM puUcka
pa3BUTUSA caxapHoro auabeta. MNo3aToMy KpaliHe BaXkHO cief utb 3a 6anaHcoM
rNoKO3bl B opraHusmMe. B 60obLwunx KonnMyecTBax oHa COA ePXUTCH B
caxapocojepyKaliux NpoayKrTax, BO MHOrMX sirogax u ¢pykTax, B kKaptodene,
3epHOBbLIX U 3/1aKOBbIX KyNbTypax. [eHeTuyecknn Tect «Atnac» onpepensier
pa3/nyHble BapuaHT bl 6onbloro yicna reHos (GCKR, SLC2A2, PROX1, ADRA2A u

L, pyrux), KoTopble B pe3yfibTaTe MHOIMX Uccsief 0BaHuUi Bbinn accouMMpoBaHbl C
KOHLLeHT paLMen rnoko3bl B OpraHusMe.

BbisiBJieHHble BApPUWUaHThbI

[eH BapuaHTt Baw reHotun
G6PC2, SPC25 TC
- T
GCKR TC
GCK, YKTé GG
GLIS3 AA
FADS1, FADS? T
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MoOHOHeHacbILWeHHble XN PbI

MoHOHeHaChIWeHHbIE XXUPHbIe KUCNOT bl 0Ka3biBalOT NPOTMBOBOCNANMUT eNbHbIN 3¢ PeKT
Ha opraHusM. YMepeHHoe ynoTpebseHne MOHOHEHAChILW, eHHbIX XXMPHBIX KAC/OT
CHWXKAeT KOHLeHTpaL U0 «MNI0X0ro>» XonecTepuHa B KPOBU, YTO B CBOIO oyepenb
YMeHbLWaeT BEePOATHOCTb MHCYNbTA M Pa3BUT Ma 3aboneBaHUn cepp e4yHO-COCYya UCTOM
cucT eMbl. MOHOHEHAChILW eHHbIE XXUPHble KUCNOTbI NpeobnapatoT B OJIMBKOBOM U
pancoBOM Macnax, aBokaj 0, Mac/liMHax u apaxuce. Y niogen c onpepeneHHbIMA
BapuaHTamu reHos PPARG 1 ADIPOQ yBennyeHue g0a1M MOHOHEHACHILWEHHbIX XXMUPOB B
paunoHe cnocobcTBYeT CHMKEHUIO Beca. [ eHeTUYeCKUM TeCcT uccnenyeT Ballm reHsl,
KOTOpble onpepn ensoT BIUAHUE MOHOHEHACDILW,EHHbIX )XMPOB B MULLLE HA CHMKEHUe
Maccbl Tena.

BbifiBJieHHble BaPUaHThbI

["eH BapwuaHt Baw reHoTumn
ADIPOQ AG
PPARG CC
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Benok rnoTeH cof epXXutca BoO MHOIMX 3n1akax (poXs, nweHuua, oBéc, sumeHs). OH

COJL epPXXMTCS BO MHOTUX NPOAYKTax — B xJiebe, Bbineyke, NaHUPOBKE U JaXKe B
konbace 1 cocuckax us-3a gobaBneHuns B HUX NweHMYHoro kpaxmana. Cam no cebe
FNIOTEeH He ONaceH, HO Y JII0A, en, CT pajaloWwux Leamakmen — Bbipa>keHHO U
HenepeHOCUMOCTbIO MTI0T €Ha, — OH BbI3bIBaeT BOCMNAJIMT €JIbHYI0 peakuuio B TOHKOM
KuweyHuke. Co BpeMeHeM 3T0 NPUBOA UT K MOBPEXX EHUIO CIIM3UCTON 060/104KN K
HapyLleHUI0 BCAaCbIBaHUS BCEX MUTATeJIbHbIX BELLECTB B KMLWEYHUKE. XPOHUYECKas
HexBaTKa BUTaMMHOB U MMHEPaNOB HAHOCUT cepbe3HbIv Bpep, opraHusmy. Jllogsam c
BbIpa>keHHOW HEMepeHOCUMOCT b0 0T eHa PeKOMEHAYETCS NOJIHOCT b0 UCKITIOYUT b U3
pauuoHa Bce 3/1aKoBble NPOAYKTbl, KpoMe nweHa (npocal, puca, rpeyku, A4HEBOW Kaluu,
KYKYPY3bl M1 KUHOQ, @ TaK)Ke BHUMAT eNlbHO BbIbMpaThb KeTuyn v ApYyryto eay, Tak kKak
KpaxMan 4YacTo ucnonb3yeTtcs B Buae gobaBku.

BbisiBiIeHHble BApPUWUaHTbI

[eH BapuaHt Baw reHotun
- TC
BACH?2 AC
- AG
ETS1 CC
ARHGAP 31 T
IMIZ1 AG
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XonectepuH JIMNBII

JIvnonpoTeunHbl Bbicokoi nnoTHocTu (JIMBM) BbINOAHAOT GYHKLMWIO TPAHCNOPT UPOBKM
xonectepuHa. OHM obpa3yloTcs B pe3ynbTaTe nepeBapMBaHus NULK, Coa epikaLlen
»upbl. [naBHag 3apgava JINBI — nepeHoc xonecTepuHa no KPOBOTOKY K NeYeHU Ans
BbiBeJ eHUs ero us opraHusMa. bnaropaps asToMy B cocypax He oTKnafgbiBaeTcs
X0NeCTEepPUH U, KaK CnepcTBUe, He NOABASAIOTCA aTepoCKIepoTuyeckne bnawkm. 3to
CHWXKaeT BEPOSATHOCTb pa3BUTUS CepAeyYHO-COoCYA UCT bix 3aboneBaHUin, NO3T oMy
JITIBI cunTaeTca «xopowmm» xonectepuHoM. CHMKEeHNEe KOHLLEHT pauum
NUNONPOTENHOB BbICOKOW NAOTHOCT U BNieyeT 3a coboi oTNnoXKeHMe xonectepumHa B
CTEeHKax cocyA 0B, NO3TOMYy Ba>kHO cneauThb 3a yposHeM JITIBI1. AspobHblie ¢pusmyeckue
HarpysKku, CHWKeHue Maccobl Tena, Bo3f ep>XXaHue oT Bpef HbIX NPMBbIYEK, @ TaKXKe
NPUEM oMera-3->XUpHbIX KUCNOT [rpeukue opexu, CEMra, ibHAHOE U 0JIMBKOBOE Macna)
MOryT NOoBbICUT b KoHUeHT payuto JITIBI. K cnoBy, ankoronb B yMepeHHbIX KoninyecT Bax
(6okan cyxoro KpacHoro BuHa B feHb) Takke 6naronpuaTHo BAMAET Ha
KoHueHTpauwuto JITIBIN B kpoBU. eHeTUYeckum TecT nccnenyeT BalUM reHbl, KOTOpbIe
oTBeYyaloT 3a yposeHb JIMNBI B opraHusme.

BbisiBJieHHble BApPUWUaHThbI

[eH BapuaHTt Baw reHotun
HNF4A CC
COBLL1 TC
ABCAT1 CC
STABT GG
ISG20L2, T
RRNAD1

- CC
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Tpurnuuepupbl

Tpurnuuepua bl — 370 XXUpbI, KOTopble 06ecneynBalOT OpraHnU3M sHepruen u
Yy4acTBYIOT B CTPOUTeNIbCTBE KNeTo4YHbiXx MeMbpaH. O Hako NoBbIWEHKUE UX
KOHLLeHT paL My MOXKeT NPUBOA UTb K 0XKMPEHWUI0, BOSHUKHOBEHMUIO CEPA, eYHO-
cocypucTbix 3aboneBaHun, a Takke aBnsgeTca ¢akTopoM pUcka pa3BUTUSA CaxapHOro
Avaberta 2 Tuna. BaxkHo cneauTb 32 YpOBHEM TpUramuepuaos B Kposu. Ux
cofepXaHue yBenmumBaeTcs Npu ynotpebneHnmn npocThIX yrneson os (MonoyHbIi
LIOKONAA, BbiNeyka U 4, pyrve KOHAUT epckue Usgenus) u XnpHoi nuwu. CHU3UTb
YPOBEHb TPUrANLEPUA OB MOXHO NPY NOMOLLM GU3NYECKON aKT UBHOCTU U
ynotpebneHna npoaykroB., 6oraTbix oMera-3 — n10cochb, rpeLK1ui opex, OIMBKOBOE
Macno U T.4. [ eHeTuyecknin TecT nccnepyeT BaluM reHbl, KOTOPble OTBEYaloT 3a
KOHL,EeHT paLuio TpUrnnuepua os.

BbisiBJieHHble BApPUWUaHThbI

[eH BapuaHt Baw reHotun
AKR1C4 AA
CAPN3 GG

- CC
CYP26A1 AG
- T
FRMD5 AA

158






$23222222222382232238232222222223223382322322332238228232823222223222328238238¢3228228232¢29¢292¢ SN ILLETUIE-LEIVITUUR¢ 224244

OcobeHHOCTHU NULLLEBOTIO NOoBeaeHUs

Nuiesas moTrBalua HYBETBO HaCHILLLEH WS

Ectb npenpacnoioXXeHHOCTb K BaMe,EI,J'IeHHOG YYyBCTBO HaCbl W EHWNA.
3aBUCMMOCTW OT ynoTpebsieHns

‘ ynorp Fen: FTO
onpenenéHHbix bntog,.

[eH: ANKKT

[lepeKkycsiBaHue Tara K ynotpebierio ciaaaKkoro

Bbl CKNIOHHbI K YaCTbIM nepexkycam. Het npenpacrnosioXXeHHOCTH

Fenwi: LEPR, LEP, LEP ynoTpebnaTh cnagkue npoayKTbl B
60ﬂbLLII/IX KonmnyectBax.

[en: GLUT?2
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OcobeHHOCTM NULWLEBOro NoBeAeHUsA [ﬂpOﬂOﬂ)KeHMe]

OLLI,yLLI,GHl/Ie CJIaAKOLO BKYCa L‘|yBCTBO FOPbKOIO

Y Bac HopManbHOe ollylleHne HeT npeapacnonoxeHHOCTM K
cnajKoro Bkyca. BbICOKOW YYyBCTBUTENbHOCTH K

Menbl: TASTR3, TASTR3 rOPBKOMY.
Fenb: PRHT, MGAM, PRH1-PRR4

Hen E€PEHOCNMOCTE J1aKTO3bI Hen €PEHOCUMMOCTEL aJiKoroJid

HeT npenpacnonoxeHHocTn K Y Bac HeT NpeApacnofioXeHHOCTN K
Pa3BUTUIO HEMEPEHOCKMMOCTH HenepeHoCUMOCTM anKorong.
NaKTo3bl.

['enbl: ALDH2, ADH1B

[eHbl: MCM6, MCM6
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OcobeHHOCTM NULWLEBOro NoBeAeHUsA [ﬂpOﬂOﬂ)KeHMe]

MeTabonnam KodenuHa

CpeflHsi CKOPOCTb HenMTpanm3aynm
KobenHa B opraHmn3sme.

len: CYP1A2
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[lnweBas MoTMBaLUS T L 1

Bbicokaa nuweBas MoTMBaLNA obycnoBnieHa He TOIbKO YYBCTBOM
rosiofa, Ho U NpeanNoyYTeHMeEM OAHOro npoaykra apyromy. OgHako,
B Uncne niobuMbix 611100 MOryT 0Ka3aTbCA U He OYeHb NMoJie3Hble,
No3ToMYy BaM He0bXo4MMO BHUMATENLHO CNeAuTh 32 paLMOHOM.
MuTaHne poMKHO BbITb cObaNnaHCUPOBAHHLIM.

BbisiBJieHHblIe BAPUWUaHTbI

[eH BapuaHt Baw reHotun

ANKK1 rs1800497 CT
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0 00000000000000083800238833883233883888381 TpuBbIUKM M peakuuu

HYyBCTBO HacCbILW,EHNS

Ins Bac xapakTepHo oTcpoyeHHoe (HacTynatouiee 4yTb nosxe)
YYBCTBO CbITOCTU. [103TOMY BbI, Kak NpaBuUJIo, ycrneBaeTe CbeCcTb
HeMHoro bonbuwe, 4yeM HY>XKHO. Takasa nuweBas 0CO6eHHOCTb
MOXXET NPUBECTU K yBEIMYEHUIO MaCChl Tena.

BbifiBJieHHblIe BApPUWUaHThbI

[eH BapuaHt Baw reHotun

FTO rs9939609 AA
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[lepekycbiBaHue

Boibnpante ona nerknx nepekycoB cBexxne ¢pyKTbl U OBOLLU U
Aep>XXUTe nod pykon ByTbIIKY C NTUTbEBOU BOL,0M.

BbisiBJieHHble BApPUWUaHThbI

[eH BapuaHt Baw reHotun
LEPR rs2025804 AG

LEP rs791607 T

LEP rs4577902 T
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Tara Kk ynotrpebneHunio cnagkoro

XOTb Bbl U HE CKJIOHHbI €CTb MHOI0 CNafKoro, BCE Xe nyylwe, ecnu
3T0 bynyT PPYyKThI.

BbifiBJieHHble BaPUaHThbI

[eH BapvaHt Baw rexoTumn

GLUT2 rs5400 GG
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OwyuieHue cnagkoro BKyca

Y Bac npakTUYeCcKn OTCYTCTBYET CKIIOHHOCTb 3/10ynoTpebnars

CNafoCcTAMU, MOTOMY YTO Y Bac HopMaJibHoe BOCMPUATUE CNAAKOro
BKycCa.

BbifiBJIeHHble BaPUaHThbI

["eH BapuaHt Baw rerotumn
TAS1R3 rs307355 CC
TASTR3 rs35744813 CC
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HYyBCTBO ropbKoro

HopManbHoe BocnpuaTmne ropbkKoro Bkyca pewaet npobnemy c
ynotpebneHnemM MHOrMX NoJsie3HbIX OBOLLEN U 3eNeHbliX canaTos,
obnapawwWwmx ropuMHKOM, a TakKxKe ocnabnsgert xenaHue cnagkoro.

BbifiBJIeHHble BaPUaHThbI

["eH BapuaHt Baw reHoTumn
PRH1 rs2708377 T
MGAM rs10246939 TC

PRH1-PRR4 rs1031391 GG
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JlakT03a — 3T0 MOJIOYHbIN caxap, KOTOPbIA COAEPXKMUTCH B
MOJIOYHbIX NpoAyKTax. [eHeTnyeckun Baw opraHM3sm cnocobeH
CMOKOMHO BOCMPUHMMATL 3TOT afieMeHT. Ecnun npobnemMel Bce Xxe
BO3HMKAIOT, TO 3TO CKOpee BCero CBA3aHO C HapyweHneM
MUKpOopNopbl KULLIEYHUKA.

BbifiBJIeHHble BaPUaHThI

["eH Bapuant Baw reHoTumn
MCMé6 rs4988235 CT
MCMé rs182549 GA
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HenepeHocMMOCTb ankorons

Bo BpeMf HenTpanusauum cnupta B opraHMsMe obpasyercs
TOKCMYHOE BelecTBO —aueTanbaerunp, Kotopoe Bbl3biBaeT
NOXMesNbHbIN CMHAPOM. [eHbl, 0be3BpexunBatoLme ero
BO34encTBue, Y Bac pabotatoT gocraTtoyHo xopowo. [MosTomy
anKoronb B HebonbW KX f03ax He cnocobeH BbI3BaTh Y Bac
HEeNPUATHbLIE OLYLLEHUS.

BbisiBJieHHble BAPUWUaHThbI

[eH BapuaHt Baw reHotun
ALDH?2 rsé671 GG
ADH1B rs1229984 CC
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MeTabosnnsm kodpeunHa

3a obMeH KopenHa B opraHM3Me YyesoBeKa OTBeYaeT NeyeHb, B
KOTOpOM copepraTcsa cneunanbHble benkn —untoxpomel. HYem
HUXKe X aKTUBHOCTb, TeM fonblue KodbenH oka3sbiBaeT
CTUMYyNUpYyoL,ee oencTBne Ha yenoseka. B BaweM cnyyae He
CTOUT NUTb Kode MeHee, 4eM 3a D YacoB [,0 CHa, U He bonee ABYyX
Yyallek B AeHb.

BbisiBJieHHble BAPUWUaHThbI

[eH BapuaHt Baw reHotun

CYP1A2 rs762551 AC
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BUTaMUHbI K MUHepaJibl

Butamuu D ButamuH E

EcTb npenpacnonoxeHHoOCTb K Y Bac eCcTb NpefpacnonoXeHHOCTb K
CHUXXEH WO KOHLeHTpauum CHUXKEHWIO KOHLLeHTpaLuum
BuTamunHa D B kpoBu. BUTamMunHa E B kposW.

['eHbl: GC, DHCR7, CYP2RT ['en: APOAS

ButamuH Bb Butamuu B2

Y Bac eCTb TEHAEHLUA K CHUXEH WO B Bawem opraHn3mMe ButamnH B2 He
KOHUeHTpauuu ButamMmnHa Bé. BANSET Ha YpOBEHb FOMOLMUCTENHA.
leHbl: NBPF3, ALPL [eH: MTHFR
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BuTaMuHbl U MUHepansl (NpogonikeHue)

ButamMuu B12 Keneso

Y Bac ecTb NpenpacnonoXeHHOCTb K
CHUXXEH W0 KOHLLeHTpaynm
BuTaMmnHa B12.

Y Bac eCcTb NpeapacnofoXkeHHOCTb K

CHWXEH IO KOHLLEHTpaL MKW Xene3a B
KpOBW.

lenbr: FUT2, CUBN, TCNT [enbl: ACTL6B, TMPRSS6, HFE

Kaabmm Butaminn B9 (dosmesaakmncnora

Y Bac ecTb npeapacnooXeHHOCTb K
MOBblILLEHNO KOHLUEeHTpaLU N

Y Bac ecTb npenpacrnoioXeHHOCTb K

CHUXEHW0 ypoBHSA BMTaMnHa B9 —
Kanbuua B NnasMe KpoBU. bonveBon KMCNOThI.

[eHbl: CASR, CASR [eH: MTHFR
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BuTaMuHbl U MUHepansl (NpogonikeHue)

Butamuu C

Y Bac eCTb NpefpacnofnoXeHHOCTb K
CHVXEHWIO KOHLEHTpaumnm
BuTaMuHa C B KpoBU.

Y Bac eCcTb NpeapacnofoXkeHHOCTb K
CHM>XEH WO KOHLEHTpaUUKM ceneHa.

[eHbl: AGA, AGA, SLC39A11
[eHbl: SLC23A1, SLC23A1

ButaMmuH-A

Y Bac HeMb3a TOYHO npenckasaTtb

KOHLeHTpauuto BUTaMmnHa A B
KpoBW.

[eHbl: FFAR4, TTR
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Butamuu D ity <

ButamunH D yactuyHo BeipabaTbiBaeTcs B opraHM3Me YyenoBeka
nop aencremeM YO-nyyen, Ho bonblias ero 4acTb AOJIKHA
noctynaThb ¢ nuwen. ledpnunt 3Toro aneMeHTa MoXKeT NPUBECTU K
HapyLWeHN0 KOCTHOM TKaHN N MblleYyHoU cnabocTu.
NcTouyHnkamMu ButamunHa D aBnfat0TCA neYyeHb XXMBOTHbLIX, XKUPHblE
copTa pbibbl 1 pbIbU XXNpP, CAMBOYHOE MACHO, ANYHbIN XXENTOK,
NKpa U colp.

BbisiB/ieHHblIe BAPUWUaHTbI

[eH BapuaHt Baw reHotun

GC rs2282679 T
DHCRY rs12785878 16
CYP2R1 rs10741657 AG
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Butamuu E

Hedununt BuTamuHa E nposoumpyeT paspyLieHne KpacHbIX
KPOBSIHbIX KNETOK, KOTOpoe NPpUBoAUT K aHeMuu. BaxkHo cneautb
3a YPOBHEM 3TOro BUTaMunHa B opraHmsMe. OH copepXXuTtcsa B
MacJie 3apoAbiliei NWeHULbl, B COEBOM, XJIONKOBOM,

noaocosHe4YHoOM U KYKypy3HOM MaciiaX, a Tak>Xe B Nne4yeHn, opexax,
AMYHOM XKeNTKe, coe U ceMeykax a6nok.

BbifiBJIeHHble BaPUaHThbI

[eH BapvaHt Baw rexoTumn

AP OA5 rs12272004 CC
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Hednunt BuTammnHa Bé nposasnaerca nokpacHeHneM a3bika,
NosiIBJIEHMEM S13BOYEK B YrosiKaxX pTa, KOHbIOHKTUBUTOM U
COHNIMBOCTbI0. Ba)kHO cnefgnTb 3a YpOBHEM 3TOro BATaMUHa B
opraHusMe. bonblwoe KonnyecTtso BUTaMuHa Bé copepxutca B

opexax, MOpKoOBU, NoMuUaopax, LBeTHou n benoko4yaHHOM KanycTe,
B LUTPYCOBLIX U aBOKapg,o.

BbisiBJieHHble BAPUWUaHThbI

[eH BapuaHt Baw reHotun
NBPF3 rs4654748 CC
ALPL rs1256335 AG
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ButamuH B2

YnotrpebneHne ButammnHa B2 He noHM>KaeT ypoBeHb
roMouucTenHa B BalwleM opraHnsMe. Ho aTo He 3HAYUT, 4YTO
BUTaMuH B2 He Hy)KeH BaM gng apyrux npoueccos. OH
crnocobcTByeT noaaep>XaHUo UMMYHUTETA U penpoayKT UBHOM
dyHKUMK. NMo3ToMy 0bpaTUTe BHUMaHNE Ha Takue NpoAYyKThbl, Kak
NeYyeHb U NOYKMU XXUBOTHbIX, APOXOKU, MOJTOKO, CbIp, ANLA,
MWHAANb, LLAMMUHBLOHLI, BpokKonu, benokoyaHHasa KanycTa,
3M1aKun, 3eeHble INCTOBbLIE 0BOLWM, Pbiby M aBokapo.

BbifiB/ieHHble BAPUWUaHThbI

[eH BapuaHTt Baw reHotun

MTHFR rs1801133 CT
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ButamuH B12 78le

HepnoctaTok BuTaMuHa B12 npuBoguT K pa3BuTUIO aHEMUU
(ManokpoBusa), HapyweHuWo YyBCTBa paBHoOBecus, cnabocTu u
OHEeMeHMIo Hor. BHMMaTenbHo cnegnTe 3a YpoBHEM 3TOr0
3/leMeHTa B opraHusme. B 601bLIMX KONMYECTBaX OH COAEPXKUTCSH
B roBs)Kbel NeyeHun, MoJIIIOCKaX, aiLax, MoJloke M 3nakax.

BbisiBIeHHble BApPUWUaHThbI

[eH BapuaHt Baw reHotun
FUT2 rs602662 AA
CUBN rs11254363 AA
TCN1 rs526934 AA
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JXeneso

HednunTt xxenesa MoXXeT NPOABAATLCH HEAO0CTAaTKOM KUCOpPOAa,
3aTpyAHEHMEM AbIXaHUS, FONOBHLIMU 6BONAMU, HETUMTUYHOM
6nefHOCTLIO U CYXOCThIO KOXKM, @ TakXKe NOCTOSAHHOMW cnabocTbio U
ycTanocTbio. BocnonHUTbL HeQ0CTaTOK XXene3a MOXXKHO C MOMOLL b0
NPoAYyKTOB, boraThixX ero cogep>XaHuem: MAco, anLa, NevyeHs,
6oboBble, Kpynbl, 31aKKU U CBEKNA.

BbifiBJIeHHble BaPUaHThbI

["eH Bapuant Baw reHoTumn
ACTL6B rs7385804 AC
TMPRSS6 rs4820268 GG

HFE rs1799945 cC
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Kanbuunu

[Mpun BaweM reHoTmMne MoxeT HabnopaTbca yBeIMYeHM e YPOBHS
KasibL 1S B KPOBU. 3TO MOXET CTaTb NPUYNHON CHUXKEHUS
NJOTHOCTM KOCTEN, a Takke 0bpa3oBaHMA KAMHeN B MOYKaX U
XKenyHbIX NyTax. MMo3ToMy Ba)KHO cieAnTb 3@ YPOBHEM 3TOro

3J1eMeHTa B KPOBMU.

BbisiBJieHHblIe BAPUWUaHTbI

[eH BapuaHt Baw reHotun
CASR rs17251221 GG
CASR rs1801725 T
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Jednumnt BuTamuHa B9 (ponmnesoit KNCNOTbI) MOXKET NPOABUTbLCH
nopa>keHmeM fA3biKa, Auapeen u HapyweHneM GyHKL MM KPaCHbIX
KpOoBSiHbIX KNeToK. OH Tak)xe cnocobCcTBYeT pa3BUTUIO A eNpPeccum.
Ba>kHo cneanTb 3a ero ypoBHeM B opraHnsme. AcToyHMKamum
BUTaMunHa B9 asnatotca 6oboBbie, xn1eb s Myku rpyboro nomona,
NeyeHb, A POXIKU, Mef, 3eJieHble IMCTOBbIe OBOLWN U BaHaHbI.

BbifiBJIeHHble BaPUaHThbI

[eH BapvaHt Baw rexoTumn

MTHFR rs1801133 CT
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Butamuu C

Hepoctatok BuTaMuHa C nposaBnseTcs ycTanocTbio, COHANBOCTbIO,
KOXXHbIMU BbICbINAHUAMU, KPOBOTOYNBOCTbLIO LeCEH U PEe3KNM
CHU)KeHNneM UMMYHUTeTa. YnotpebneHune npoayktos unu bALl c
BbICOKUM coep>aHMeM 3TOro BUTaMUHA C JIErKOCTbI0 BOCMOJIHUT
ero HexBaTKy. McToyHMKkamMmn BuTaMuHa C aBnSOTCS LUTpPYCOBLIe,
LUMMNOBHUK, XPEH, KPAaCHbIN NnepeL, U YepHast CMOPOAMHA, a TakXe
LBEeTHasa KanycTa, 3eMASHUKa U peguc.

BbisiB/ieHHblIe BAPUWUaHTbI

[eH BapuaHt Baw reHotun
SLC23A1 rs6596473 GG
SLC23A1 rs33972313 CC
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CeneH

HepocTaTok cenieHa B opraHusMe cnocobeH cnpoBouupoBaTh
pa3BUTUE OHKOJIOrnyecknx 3aboneBaHni, a Tak)Ke HeraTUBHO
MOBMINATL Ha MHTeNJIeKTyaJlbHOe Pa3BUTUE A eTell U COCTosAHUE
GepeMeHHOCTU Y XXeHLWMH. [03TOMY OYeHb BaXKHO CIeAMUTh 3a
YPOBHEM 3TOro 3sieMeHTa. lMpupoaHbIMU UCTOYHMKAMMU celeHa
ABNAKTCA 6enble rpmbbl, BeLleHKU, KOKOC U YECHOK.

BbisiBJieHHble BAPUWUaHThbI

[eH BapuaHt Baw reHotun

AGA rs1395479 CC

AGA rs1506807 AA
SLC39A11 rs891684 GG
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Butamuu A

ButaMunH A oTBevaeT 3a pa3BuTue U nogaep>xaHne pyHKLUN
anuTenunsa (KoXkHoro nokposa) u kocTei, 3a BbipaboTKy NonoBbIX
FOPMOHOB, a TAaK)XKe 33 CUHTE3 POAONCMHA — BeLLecTBa, KoTopoe
obpa3yeTcs B KneTKax ceT4yaTKu rnasa v gaeT 4yenoBeky
BO3MOXXHOCTb BUAETb B cyMepkaX. OH coaep>XUTCS B NeYeHHU,
nKpe, CIMBOYHOM Macne, CMeTaHe, MOJI0Ke, Cbipe, TBOpoOre,
ANYHOM >XKeNTKe, WNUHaTe, 3e/IeHOM JiyKe, nepue, kKanycre
bpokkonu, BUHorpage u sbnokax.

BbisiBJieHHblIe BApPUUaHThbI

[eH BapuaHTt Baw reHotun
FFAR4 rs10882272 TC
TTR rs1667255 AC
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® JPPeKThbl OT PU3NYECKMX HATrPy30K
e [IpodeccroHanbHbIN CnopT
e PuycKkM 1 HexenaTenbHble Harpy3Kku




[[eHeTnueckmne nccnegoBaHNa CNOPTCMEHOB-0IMMMNMIALLEB MOKA3bIBAKOT, YTO
BbIalOLLMECca CKOPOCTb, CU1a, BBIHOCAMBOCTL M a3pobHas eMKOCTb 3a/10XKeHbl B

I HK. ["'eHbl BAMAIOT Ha GYHKLMOHMPOBAHME MblL €YHBIX BOJIOKOH, CKOPOCTb
Pacxof0BaHWUA SHEPTMM U MHOXECTBO APYr1MX NapaMeTpoB, Npu onpefefieHHOM
COYEeTaHM U KOTOPbIX YenoBek MoxXeT obnafate pa3fivyHbIMY NoKa3aTeNaMmn CUbl,
CKOPOCTU M BbIHOCIIMBOCTU.

XopoLw o M3BECTHO, YTO flaxke Npu MobUTENbCKMX 3aHATUAX CMOPTOM HepeaKo
CnydatoTcsa TpaBMbl, a AnnTensHaa ogHoobpasHasa Harpyska Ha MO3BOHOYHUK UK
CYCTaBbl HOI MOXET CMPOBOLMPOBaTb Pa3BUTME TPbIXXM MK paspylleHne xpsaLya.
OcHoBbIBasiCb Ha MeToAax pacyeTa PUCKOB pacnpocTpaHeHHbIx 3aboneBaHnn, Ml
BbIYN CAMN BEPOATHOCTb BO3HUKHOBEHM S Yy BaC CNOPTUBHbIX TPABM U
3aboneBaHN M, CBA3AHHbIX C UHTEHCUBHbIMU Harpy3kamu.

ObbeanHMB MHGOPMAL, MO O BalLMX FrEHETUYECKNX CNOCOBHOCTAX K GU3MYeCKon
Harpyske v gaHHble 0 pMCKax ANs9 340p0BbS, Mbl COCTaBMAN ANS BaC
MNepcoHanu3npoBaHHYylo NporpaMmy Gr3nyeckmx Harpysok. 3Ta nporpamMmma
paccyMTaHa Ha 3aHATMA B CNOPTMBHOM 3ane, butHec-knybe 1 nmeet
onpeaeneHHble 0COBEHHOCTM B 3aBMCMMOCTU OT LLefin, KOTOpYHo Bbl Nepef cobol
noctaBuTe.
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Bbl - cTavep

Baww reHeTuyeckme npeanocCbliIKN K pa3BnUTNO CKOPOCTHO- CMJTOBbLIX Ka4eCTB U
BbIHOC/IMBOCTW XapakKTepHbl 414 CHOpTCMeHOB—CTamepOB, npeycnesBwmnx B

NPeoAoNeHUN M OANHHbBIX ANCTaHLUNA.

BeiHOCnUBOCTB

TpeHWpPOBKM Ha pa3BUTME BbIHOCAMBOCTM JO0CTAaTOYHO CKOPO
NPUHECYT NONOXNTENbHbLIN 3ODEKT NPU perynspHbiX 3aHATUAX

Cvuna um ckopocTb

CvnoBble TPEHWMPOBKM, HanpaBieHHble Ha yKpenieHue 1 pocT
MBI L, NPW PErynapHbIX 3aHATUAX MPUHECYT OLLLYTUMbIiA
NONOXUTENbHbIN 3ddeKT

AspobHas eMKOCTb

Ballla reHeTka accouMmpoBaHa C BbICOKMMU 3HAYEHUAMM
aspobHoit paboTocnocobHOCTU. ITO CBUAETENLCTBYET TakXe 0
NpeapacrnoNoxXeHHOCTU K CMOPTUBHOMN [eATeNbHOCTH,
CBA3@HHOM C BBIHOCIMBOCTLI0. Bbl MOXeTe pa3smBaTh
reHeTMYecky AeTepMuHMpOBaHHbIe NokasaTenu, yBeamnymueas
a3pobHyto MPOU3BOAMTENBHOCTb M YiyyLL as moKasaTesnm
MakcuManbHoro notpebnernsa kncnopoga (VO2max) ¢
MOMOLLbIO KapAMOPeCcnupaTopHbiX TPEHVPOBOK W 3aHATU A Ha
BbIHOC/IMBOCTb.
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AbPeKTbl 0T PpU3NUECKUX HArpy30K RIIRILS

dPdeKTbl OT PU3UYECKUX HArpy30K

Mpu3Hak PesynbTaTt

Be3onacHocCTb 3aHATUN Y Bac HU3KU I pUCK MOBPEXAEHMSA NErkux npu
¢p|/|.U.aI7IBI/IHI'OM 3aHATUAX GPUOANBUHIOM.

CHu>XeHue Beca oT Y Bac reHeTvyeckas npeapacronoXeHHoCTb K

pM3nYECKUX Harpy3oK 3aMefJIeHHOMY CKMTaHM o X1 pa npu
bun3nyeckom Harpyske.
ApTepuanbHoe gaBieHue Bol npenpacronoxensl K 04eHb MefNeHHON

nocne Gpu3nyecKoii HOpManun3aunmn apTepmanbHOro 4aBneHnyd
nocne GU3nNYeCcKom HarpysKku.

Harpysku
YyBCTBUTENBHOCTD K Y Bac 3HauYMTENbHO MOBbIL eHa
MHCYJIMHY nocne YYBCTBNTEJNIbHOCTb K MHCYJIMHY B OTBET Ha

dbun3nyeckylo Harpysky, Kotopas aas Bac
ocobeHHO 3dpdeKTMBHaA B HapaW MBaHN K
MblLL €4HOW MacChl.

bM3MYEeCKON HarpysKkm

BoccTaHoBNneHue noche WccnepoBaHue reHoB, oTBeYaloLW, M x 3a
Harpysok BOCCTAHOBJIEHWE MOC/e Harpy3ku, nokasano, 4To

Bbl MpegpacnosioXKeHbl K MeANTIEHHOMY
BOCCTAHOBJIEHWN IO.
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AbpeKTbl 0T PpU3NUECKMX Harpy3oK RIXXILI

Llenb: Habop MbILLeYHOU Macchl

Bbl npeapacnonoxeHsl K BbICTPOMY MPUPOCTY MblLLIEYHON MacChl.

Bawa reHetnka npenpacnosaraeT K pa3BnuTUo CUJbI. HOSTOMy, npn ycnoBunn
PeErynapHbIX CMNTOBLIX TPEHWNPOBOK M MPAaBUJIbHOIO MMTaHWA, Bbl MOXETE ,EI,O6I/ITbC9|
HEeMNMNOXMX pe3ynbTaToB.

Bo MHOrom cnocobHoCTb MbllWL, K rvnepTpobum (yBennueHuio pasMepal 3asmcuT ot
COOTHOLLEH NS MblLUEYHbIX BOSIOKOH, @ MMEHHO OT BOSIOKOH "bbicTporo’ Tnna. Tak kak
POCT MbILLEYHOM TKaHW MPOMCXOANT MPU LOCTAaTOYHO BbICOKMX HAarpyskax, Bam
pPEeKOMeHyeTCst MOCTeNeHHOoe yBeNMYeHe NCMOob3yeMblX B TPEHUPOBKaX BECOB C
y4eTOM NPOTMBOMOKa3aHMM CO CTPOHbI CEPAEYHO-COCYANCTOM CUCTEMbI 1 OMOPHO-
ABWraTenbHoOro annaparta.

CunosBble HarpysKku

CunoBble TPEHWMPOBKU Cpef,Hel MHTEHCMHOCTU C
MyNbCOM B TPeTbel MybCOBOM 30He.

Obuwee Bpems cunoBol TpeHnpoBku oT 20 fo
40 MUHYT.

NHTepBan Mex oy noaxonamu 3-4 MUHYTbI, Tak
Kak y BaC CKJIOHHOCTb K Mef IeHHO My
BOCCTaHOB/IEHWIO apTepuanbHOTo A aB/eHns
nocne Harpysku.

PekomeHayeTcs cobnofaTe MHTepBan Mexay

TPEHMPOBKaMK He MeHee 48 yacos.

A3p06HbIe Harpysku

AspobHas TpeHnpoBKa HWU3KO W NHTEHCUMHOCTU C

MyNbCOM B NEPBOM-BTOPOM NyNbCOBOM 30HeE.

Obuwee BpeMs aspobHol TpeHMpoBKUM He Bosee

20 MUHYT.

PeKOMeHﬂ,yeTCﬂ CO6J’HO,EI,8TI:> NMHTEpBal Mex gy

TPEHMPOBKaMu He MeHee 24 4acos.

191



AbPeKTbl 0T PpU3NUECKUX HArpy30K RIIRILS

[ns ykpenneHus «MbllLUeYHOro KopceTa» M TPEHNPOBKM Mbl LWL, -CTabunan3aTopos Tena,
BaM peKOMeH0BaHbl CUI0BbIe 3aHATUS YMEPEHHOM MHTEHCUBHOCTU, BKJIlOYatoW e B
cebs TpeHMpoBKKM B BaccenHe U pacTaxky. BaXxHo noHMMaTk, 4To NnaBaHue yaydliaet
0CaHKY 33 CYET OTTOYEHHOM TeXHUKM OBUXEHWNIA U OTCYTCTBUSA HArpy3ku Ha
MO3BOHOYH UK.

Ecnn Bbl He BNnageere pas3/iM4HbIMW CTUNTAMW MNaBaHWA, peKoMeH4YyeTCd OCBOUTb X

nof HabnwogeHeM npodeccroHanbHOro TpeHepa. 3T0 MOMOXET B JOCTUXEH N
NOCTaBAEHHOWN LLenu.

CunoBbie HarpysKu

CuvnoBble TPEHWMPOBKU Cpef,Hel MHTEHCMHOCTU C
NybCOM B TPETHEWN MyNbCOBOM 30HE.

Obuwiee BpemMa cunosor TpeHmpoBku oT 20 go
40 MuHyT.

NHTepBan Mexay nogxonamu 3-4 MyHyThI, Tak
Kak y Bac CKJIOHHOCTb K MeJ IEHHO MY
BOCCTaHOB/IEHWIO apTepuanbHOTo A .aB/eHns
nocne Harpysku.

PekomeHpyeTcs cobnofate MHTepBan Mexay

TPeHMpoBKaMUM He MeHee 48 4acos.

A3p06HbIe Harpysku

AspobHasi TpeHMpoBKa HM3KO W MHTEHCUHOCTM C

MyNbCOM B NEPBOM-BTOPOM MyNbCOBOM 30HeE.

Obuiee Bpemst aspobHolt TpeHMpo Bk He Boree

20 MUHYT.

PekomeHpyeTcs cobnofate MHTepBan Mexay

TpeHVpoBKaMu He MeHee 24 4acoB.
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AbPeKTbl 0T PpU3NUECKUX HArpy30K RIIRILS

Lenb: nogaep)xaHue TOHyca

Bawa reHetrka cnocobcTBYeT pasBMTMIO Kak CUIlbl, Tak U BbIHOCAMBOCTU, YTO ABAAETCH
Xopowmnm GyHAaMeHTOM A9 NOALEPXKAHMNA CnopTUBHOW dopMmbl. [Ina nogaepxaHus
cnopTuBHOM GopMbl BaM By eT f,0CTaTOYHO perynspHbiX MPOLOAXKNTENbH bl X
KapLVOHarpy3oK cpegHein MHTEHCUBHOCTHM, KOTOopble byayT NnpenaTcTBOBaTh
yBENMYEHUIO0 XXMPOBOW MACChI.

CrnoBble TPEHMPOBKN CpefiHeN MHTEHCMBHOCTM PEKOMEH0BaHbl 19 COXPaHEeH U4
MblLLEYHOM MacChl U ToHyca. 1N KOHTPOAS 3@ COOTHOLWEHWEM MblLLIEYHON U XMPOBOMK
MacChl B OpraH13Me, ofMH pa3 B 2 Mecsilla MpOXoLMTe aHann3 cocTaBa Tena
(BronMnenaHcomMeTpuio), 3TO MOMOXET BOBPEMS CKOPPEKTMPOBATL TPEHMPOBOYH b i
NpoLecc 1 Mo3BOAUT A0/IT0 OCTAaBaTbLCS B Xopollen dopme.

CunosBble HarpysKku

CunoBble TPEHWPOBKU Cpef,Hel MHTEHCUMHOCTU C
MyNbCOM B TPETbEN MyNbCOBOW 30HE.

ObLee Bpema cunosor TpeHnposkn oT 20 fo
40 MUHYT.

NHTepBan Mexay noaxofamu 3-4 MUHYTbI, Tak
Kak y BaC CKJIOHHOCTb K MeJ JIEHHO MY
BOCCTaHOBMIEHWIO apTepuanbHOTo A aB/eHns
nocne Harpysku.

PekomeHayeTcs cobnofaTe MHTepBan Mexay

TPeHMPOBKaMU He MeHee 48 yacos.

A3pob6Hble HarpysKku

AspobHas TpeHnpoBka cpef Hel UHTEHCUHO CTH

C NyNIbCOM B TPETbEN NyNbCOBO 30HE.

Obuiee Bpemsa aspobHon TpeHuposku oT 20 fo

40 MUHYT.

PeKOMEH,EI,yeTC‘FI CO6ﬂI-O,D,aTb NMHTEpBaJl MeX gy

TPEHMPOBKaMu He MeHee 24 4acos.
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AbpeKTbl 0T PpU3NUECKMX Harpy3oK RIXXILI

Bawa reHetnka CHOCO6CTByeT Pa3BUTUIO CUJTbI N BBIHOCITNMBOCTW, YTO ABJIAETCH
6ﬂ8FOI‘IpI/IF|THbIM MPOrH030M B CHUXEHWNW BeCa. TpeHl/IpOBKl/I Ha BblHOC/IMBOCTb
MO3BONAT pacCxooBaThb bonbLloe KONUYeTBO KaﬂOpI/IIZ 3a cyet >Kl/IpOBOl;I MacCcChbl.

[MosToMy nporpamMMa CHUXEeHMS Macchl Tefla A0XHa bblITb OprveHTHpoBaHa Ha
perynspHble, HO MPOAOIXMTENbHbIEe a3pobHble 3aHATUS HU3KOW UK CPefHeN
MHTEHCMBHOCTW, HanpuMep ANuUTeNbHasa xoabba nnun ynpaxHeHus Ha
KapLuoTpeHaxepax, a Takxe nnaBaHue B baccelHe 1 akBaaspobuka. Cunosbie
TPEHNPOBKU CpefHeEN NHTEHCUBHOCTM PEeKOMEHAYIOTCA AN YKpenaeHus u
NoAAepXaHWs MblLL, B TOHYCE, YTO B COBOKYMHOCTU C a3pobHbIMM 3aHATUAMMK gacT
Hanny4wnin sbodexkT B yMEHbLIEHM N XMPOBOW MacChl.

CunoBble HarpysKku

CunoBble TPEHWPOBKU Cpef,Hel HTEHCMHOCTU C
MyNbCOM B TPeTbEN MybCOBOW 30HE.

ObLee BpemMa c1noBOM TPEHMPOBKK He Bonee
20 MUHYT.

NHTepBan Mex oy noaxonamu 3-4 MUHYTbI, Tak
Kak y Bac CKJIOHHOCTb K MeJ JIEHHO MY
BOCCTaHOBMIEHWIO apTepuanbHOTo A aB/eHns
nocne Harpysku.

PekomeHayeTcs cobnofaTte MHTepBan Mexay

TPeHMPOBKaMU He MeHee 48 yacos.

A3pob6Hble HarpysKku

AspobHas TpeHnpoBKa HWU3KO W NHTEHCUMHOCTU C

MyN5COM B NEPBOM-BTOPOM NyNbCOBOM 30HeE.

Obwee Bpems aspobHol TpeHnpoBkM oT 40 o

60 MUHYT.

PeKOMEH,EI,yeTC‘FI CO6J’HO,EI,C—]TI:> NHTEpBaJl Mex gy

TPEHMPOBKaMM He MeHee 24 4acos.
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MpodeccmonanbHbli ciopT  REREIRR

[lpeapacnonodXXeHHOCTb K
npo¢deccuoHanbLHbIM BUAAM CNOPTA

[TpodeccroHanbHbINM CNOPT - 3TO CMOPT BbICOKMX AOCTUXEHW I, KOTOPbIN CONPSiXeH
C BbICOKMM PUCKOM TpaBM u 3aboneBaHui. Eciau Bol npuHANM pewexune
3aHMMaTbCA NPOoPeCCNOHaNbHbIM CNOPTOM - MPOKOHCYbTUPYMNTECH C BPaYeM Mo
MOBOAY BO3MOXHbIX OFrPaHNYeHn I,

BOAHOE
backeTbon A raHpbon codpTbon
nono
COBPEMEHHOZ
dyTbON P peréu cHoybopp
naTunbopse
XOKKeun ceMunbopbe pecatubopbe  bokc
BOCTOYHbLIE
eauHobopcTBa
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Pucku v HexxenaTenbHble Harpyskn ZERLI83

Puckun n HeXxenaTtenbHble Harpy3kKku

MoBbIWEeHHbIN pUCK BPOHXMANBHON aCTMbl

3aHaTvie NobUTeNbCKUMY 3UMHUMM BUA,aMK CNOPTa CBA3AHO C AANUTeNbHbIM NpebbiBaHMEM Ha X010 4 HOM
BO3A4Yxe, YTO MOXeT CNPoBOLMPOBaTL cna3M HpoHX0B BCNeA CTBME HOMbLUEN UX PeaKTUBHOCTM Npu
VMeloLLLeMCs pUCKe pa3BUTUA B poHxXManbHOM acTMbl. [1pu kenanmm 3aHMMaTbCs 3VMHBIMI BUA,aMu CNopTa,
KenaTenbHo Yallle genaTb NepepbiBbl HA OTAbIX Y MUTb TEMAbIN Yait. [1py 3aHATHX GUTHECOM X enaTenbHo
BblIOMpPaTh CNOPTUBHBIV 3@ C KOMPOPTHBIM TUMOM KO HA MLMOHMPO BaHNSA BO3AYyxa U bacceiH ¢
COBPEMEHHBIM TUMOM fie3unHdexumm Boa bl (030H, cepebpo 1 4p.), NofpasyMeBaoLM MUHUMANbHO e
MCMONb30BaHMe X0 PCOA epXaLlx BeLLecTB. [ g KOHTpons BAUAHMS BHELHUX GaKTOpPOB PEKOMEHAYETCH
nepuoan4eckoe NPoBeJ eHVe CIMPOMETPUN A U3MEPEHNUS XX U3HEHHO 1 EMKOCTM NIErKMUX U NPOXOAMMOCTU
BpoHxoB. 3avacTyto dutHec knybbl MMeloT Heobxoavmoe obopynoBaHMe B Mef MUMHCKOM KabuHeTe.

MoBbIWEHHBLIN PUCK OCTEOMNOPO03a U aHKNI03UPYIOLLErO
CMOHAUNUTA

Bam pekoMeHLYyeTCs UCKIOUYNUTE CUI0BbIE YIPaXk HEHWS C MOBLILIEHHO M Harpy3Ko M Ha NO3BOHOYHWK, Takme
Kak npucefaHns Co LUTaHrol, cTaHoBas TAra 1 Tara B HaknoHe. Hanbonee nogxonawmnmmn byoyt

yNpa>k HEHUS Ha PacTSXK EHME U HA YKPErIeHMe MbIlLLL NOACHMLbI - TMNepP3KCTeH3MK. Harpy3ky Ha Mbil b
CMWHbI MO HO [1aBaTb TOMIbKO MOC/IE KOHCYAbTALMN C MPOPeCCHoHaNbHbBIM TPEHEPOM, T.K. MPaBUibHasA
TeXHWKa BbIMOJHEHWS STUX YNPaXK HEHWI 3a4acTyr0 UCKMOYaeT TpaBMbl NO3BOHOYHYMKA. 13
KapavoHarpy3ok >enaTesbHO 3aHMMaTbCs Ha 3ANMNCOMA e UM BeNoTpeHax epe, B TO BpeMs Kak xoabba
unn ber Ha BeroBoi 4,0poKKe NPy HeLOCTATOYHO M aMMOPTM3aLLMM MOXK ET MOBbILIATL HArpy3Ky Ha
No3BOHOYHWK. [1naBaHne Bam Tak xe pekoMeHZ 0BaHo, Tak Kak B BOJ e Harpyska Ha cycTasbl
MUHUMaSbHA.
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JINYHbIEe*KayecTB

KaxXAablh M3 Hac MOXeT C MOMOLLbto 0bbIYHOr0 3epkana onpefennTs 0CobeHHOCTH
CBOEeV BHELIHOCTM, a C NOMOLL b0 HabntogeHM M 3a cobon — HekoTopble Apyrne
0cobeHHOCTU, HanpruMep, YnxaHue npu apkom ceeTe. OgHaKo cyllecTByeT ellle
MHO>XeCTBO Ka4eCTB, KOTOPble MOXHO BbIIBMTb TONBKO CMeLManbHbIMK
MccnenoBaHMSAMM, HaNnpUMep, CTPOEHM e PadYyXKK, 0CODEHHOCTN LONFOBPEMEHHOM
M 3NM304MYECKON NaMATN, YYBCTBUTENbHOCTb K HEMPUSATHBIM 3anaxaM u gpyrue.

MHoruve 3Tu HYepTbl 3aJi0>KeHbl B BalleM reHoMe, KOTOprM onpepnender
YHWNKaJlIbHOCTb A Ballen BHELWHOCTAN, N BaLlero noBegeHnA.
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BOCHpVII/IM‘-IMBOCT b K Mansapumn

Bbl BOCNMPMMMUMBEI K Mansipum, Bbi3biBaeMoW
P.vivax

YpoBeHb ¢peTanbHOro reMornobumHa Bo
B3POCJIOM COCT OSIHUM

Bbl CKNOHHBI K BBICOKOMY Y PO BHIO
deTanbHoro reMorniobuHa B KpoBM.

YpoBeHb C-peakTusHoro benka

Y Bac noBbilWeHHbIW ypoBeHb C-peaKT UBHOMO
6enka, nopsaka 1,88 mr/n.

CKJIOHHOCT b K 0>KMupeHuto

Y Bac ecTb puck yBenuueHus UMT, Beca u
OKPY>HOCT U TaJluum.
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TunywHon cepel

Y Bac Bna>kHbIV T UM yLIHOW cepbl

Cnap>ka 1 He0b6bI4HbIN 3aMax MoOYmn

Y Bac HeT reHeTnyeckomn
npeapacnosioXKe HHOCT U K HaTMUUIo 3anaxa
Crap> B MoYe.

TonuwmHa Bonoc

Y Bac TunuyHas TosWwMHa BoJsIOC AN Nogen
€BpOonemncKoro ninu agp puKaHCKoro
NP O MCXOXKA, e HUS.

KynpsBocTb

Balwuum Bonockl CKNIOHHbI K NpsiMOT € Ha 39%,
BOJIHUCT OCT U Ha 45% u KyppaBocTu Ha 16%.

JInunble kauecTBa  SRERRER



CtpoeHue pagyxkm

Y Bac cpeaHsia rybuHa KpunT pagyxku

YuxaHue Ha cBeTy

Y Bac npeApacnosiodkeHHOCT b K
MO HUXKE HHOMY CBET 0BOMY YMXaT eJIbHOMY

pednekcy.

LiBeT KoX>xun

Y Bac npeapacnonioXXeHHOCT b K CBET/ION
KOXKe.

MNpocTaTtunyeckui cneynd MyeCKMn aHT UreH

[na Bac xapakT epHO CUNBHOE yBenyeHue

nonuceobonHoro PSA B HopMme.

Ab6cTpakTHoe MbllneHue

Y Bac abcTpakTHoe MbiwieHue Ha 06bI4YHOM

YpOBHe.

Oon ropeMeHHad NaMaT b

Y Bac npeapacnonoXXeHHOCT b K 06bI4HO M
LOJITOBPEMEHHO M NaMsT U.
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SRR BEERLEEBLELEBLEILLBIEILLLELLLLLE,  Nnunble kayecTBa

Perynsauus ypoBHs Non0BbIX FOPMOHOB

Bbl He CKNOHHbI K noBblLLIE€HHOMY YPOBHIO
ropMoOH-CBA3blBa L NX FﬂOﬁynMHOB

O6oHsAHME

Y Bac 06b14HOe BOCNPUAT Me HEMPUSAT HbIX
3anaxos..

LlBeT rmas

BeposATHOCTb Kapux ma3 — 56%; 3eneHbIx -
37% rony6bix - 7%.

Donronetue

Bbicoka BepoATHOCT b, YT 0 Bbl npoxwBeTe
6onee 95 ner.

CnocoBbHOCT U K UT eHUIo

Y Bac 06bI14Haga cnocoBOHOCT b K YT €HUIO.




BocnpMMMUYnBOCTbE K HOPOBUPYCY

Bbl ycT 0MuMBbI K 60J1bLUMHCT BY TUNOB HOPOBUPYCOB

HopoBupyc 4acTo Ha3bIBaOT XeNyA0YHbIM TPUMMOM, XOTS B CTPOTOM CMbIC/le C/I0Ba
rpMnnoM oH He sBasieTcs. [puynHa gaHHoro 3aboneBaHuns — rpynna By pycos,
0OLLMM Ha3BaHWEM A KOTOPbIX U CAYXUT «HOPOBU PYC». ITa bone3Hb o4eHb
3apa3Ha M HeNMpUATHA: OCHOBHbIMY CMMNTOMaMu a9BaatoTcs bob B XM BOTe, Anapes
“ pBOTa.

Ecnn kT0-TO 3a6oneBaeT, HaxogACb B OrpaHMYeHHOM MPpOoCTpaHCTBE [HaI'IpI/IMepl Ha
Kopa6ﬂe], TO HOPOBMPYC MOXET O4EHb 6b|CTpO 0XBaTWTb BCEX MaCCaXmMpoB, 3a 4TO
MHOIMda Ha3blBaeTCH «bonesHbio KPYWU3HOTO CyaHa». HeKOTOprM JnaqaM, B cnny nx
FreHeTn4yecCcKknx OCO6€HHOCT€IZ, noBe3J10 poanNTbCA PE3NCTEHTHBIMKW K JAdHHOMY

BN PYCY. HeBOCHpI/Il/IM‘-H/I BOCTb K HOPOBMPYCY NepenaeTcd No HacnencrBy.

Ecnn y yenoseka ecTb onpefeneHHbli nonmmMmopdunam, 1o ero red FUT?2
PYHKLMOHMPpyeT cnabo, 4eM MoBbIL aeT YCTOMYMBOCTb OPraH3Ma K XXeyg404HOow
MHbeKUMK. ITO NPONCXOANT NoToMy, YTo reH FUTZ koampyeT cneymnanbHbli
PepMeHT, KOTOPbI M3MeHAET HEKOTOPbLIE MOJIEKY/bl HA MOBEPXHOCTU KJIETOK ¥
npvBOAMT K 0bpa3oBaHuio cekpeTa. Ecnu e 3ToT reH dyHKLMOHM pyeT
HeLO0CTaTOYHO, TO B XKEJyLOYHO-KM LI e4YHOM TpakTe He byfeT Mpor3BOANTLCH
CeKpeT, ConyTCTByloW M 3aboneBaHmo — LaHHbIN NpU3Hak Ha3blBaeTCs
HEeCeKpeTOPHbIM.

YCTOMYNBOCTb K HOPOBMPYCY Tak>Xe CBSA3bIBAOT C MEHbLUEN BOCIPUUMYNBOCTLIO U K
LPYyrUM nHbekunam, Hanpumep, K BVY, n c bonbwen BocnpumMYnBOCTLIO K
MHPEKLMSAM MOYEBLIBOAALLMX NYTEW 1N rpunny. Y HeceKpeTopHOW
HEBOCMPUMUMYNBOWN XEHLLWHbBI MOXET POAUTHCA BOCIPUUMYNBBIN K HOPOBM pyCy
pebeHOK Nojg BAMAHMEM reHeTuYecKmx ocobeHHocTel oTua. [1py 3ToOM BO BpeM4
FPYAHOIO BCKapMJ/IMBaHUA HEKOTOPbIE MOJIEKYSTbl TPYAHOIO MOJI0Ka CEKPETOPHOM
KEHLMHbBI MOTYT 3alLMUTUTL pebeHKa 0T HOPOBM pyca NyTEM CBA3bIBaHWA
HOPOBMPYCHbIX KJIETOK M MPendTCTBUS MX PacnpoCTpaHeHM 0 Ha KJIeTKKU AeTCKOro
opraHusma.

BbisiBJieHHble BApPUWUaHThbI

[eH BapuaHTt Baw reHotun

FUT2 rs601338 GA
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B BB REEEBLEEIBLLERBLLERILIELEEIEE,  NuHble kauectBa  ZRILI

ABCONOTHBLIN CNyX

Y Bac, ckopee Bcero, ecTb Cocob6HOCTb K abCoNOTHOMY CyXY.

YCnewHoCTb HEKOTOPbIX HAYMHAHW I YenoBeKa NPSMO 3aBNCUT OT ero
cnocobHocTer. Hanpnmep, B 3aHATUN MY3bIKON M U3YYEHU N KUTAMCKOro U ApYyrnx
TOHOBBIX A3bIKOB 04EHb BaXXeH My3bIKallbHbIW CIIyX N YMEHNE pacno3HaBaTb TOHbI.
ABcontoTHBIN cnyx - pefkas cnocobHOCTb MFTHOBEHHO pacno3HaBaTh M ONpenensaTh
BbICOTY 3BYKa, He CpaBHMBad ero co 3BykaMy 3aBe0MO M 3BECTHOW BbICOThI.

ObblyHO 3Ta cnocobHoCTL 0bHapyxMBaeTca B AeTcTBe. PasnmyaioT akTUBHbINA U
MacCUBHbIN My3biKanbHbIA cnyx. B nepBoM cnydae 4enoBek MoXeT He TONbKO
pacno3HaBaTb BbICOTY 3BYKOB, HO M CaM BOCMPOM3BOAUTb 3BYKM HY>KHOWN BbICOThI, BO
BTOPOM — TOJ1IbKO pacrno3HaBaTh.

YyeHble Noka He BbISBUIIN, YTO XXe BAMAET Ha pa3BuUTMe abcoNoTHOro cyxa.
CumTaeTcd, 4To pofib NTPaIOT KakK BHELWHMe, TaK 1 reHeTuyeckne daktopsl. B oaHOM
M3 nccnefoBaHnin BbINo YyCTAHOBAEHO, YTO HEKOTOPbIe MOAMMOPGU3MbI
accou MM poBaHbl C HannyneM abconoTHOro cyxa.

BbisiBIeHHble BApPUWUaHTbI

[eH BapuaHt Baw reHotun
ASAP1 rs3057 CT
ASAP1 rs6759330 GA
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BB R BLBBELBLERLLLLELBLELLEILEBER.  Nmurible kauecTBa  KRLKRLK

bonesas HyBCTBUTEJIbHOCTb

Y Bac noHmXeHHas 6oneBas YyBCT BUT €J1IbHOCT b.

Huskunin boneson nopor? Kaxabin yenoBek oulyuiaeT bonb ¢ pa3Hou
MHTEHCUBHOCTb0. KTO-TO C TPYAOM BbiAepX M BAeT 00bIYHbIA YKOI, @ KTO-TO NErko
nepeHeceT yoaneHue 3yba be3 aHacTesnun. Ha naHHbIN MOMEHT MCCef0BaHNA He
BbIABM M KOHKPETHbIN HabopreHoB, oTBeYaloLL X 3a 601eBy0 YyBCTBUTENBHOCT,
0[lHaKO LONOANMHHO M3BECTHO, YTO NMPUYMHA YYBCTBMTENBHOCTM YenoBeka k bonau
KpoeTcs B ero reHax Psaa HayuHbIX MCcCnefoBaHM i A0Ka3blBAeT, YTO MHTEHCUBHOCTb
boneBbix oWy eH M Yenoseka onpefendetcd reHom COMT.

BbifiBJieHHble BApPUWUaHThbI

[eH BapuaHTt Baw reHotun

COMT rs6269 AG
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B BB REEEBLEEIBLLERBLLERILIELEEIEE,  NuHble kauectBa  ZRILI

dnmnsoanyeckad naMaTb

Y Bac anusopgunyeckasa namMaTb Jiydyule, yeMmy 6onbLMHCT Ba.

Bnarogapﬂ Takomn CI)yHKLI,l/Il/I MO3ra, Kak naMaTb, Mbl MOXeEM 3allOMNHATb, XPaHUTb A
BOCNMpPOM3BOANTbL l/IHCIDOpMaLI,I/I o, C KOTOpOVI CTallkKMBaeMCA B TEHEHU E XNI3HN.
CyLLI,eCTByeT HEeCKOJIbKO MoaxXoaoB K KﬂaCCl/ICI)l/] Kaunmn naMaTn. Mo Tu ny
3anoMuHaeMoun VIHCI)OpMaLI,I/Il/I OHa AeJINTCA Ha CEMAHTUYHECKYIO N 3MMN300M4HECKYIO.

B cemaHTMyeckom NnaMaT xpaHaTca GakTbl, He CBSA3aHHbIe C IMYHbBIM U
nepexunBaHUaMKM, N pa3nnyHblie abcTpakTHble 3HAHWA, naen, npeacrasnenma. B
3NM304MYeCcKor NaMaTh, HanpoTnB, bonblle NMYHON KOHKPETUKN : 3TO
BOCMOMMWHAHMS 0 NPOLIOM, HanNnpuMep, 0 eTCTBE, IOHOL eCKMX MepexnBaHn ax,
nepsoi nobBM 1 Tak ganee. 3a 3NM304MYECKY0 NaMaTb 0TBEYatoT OnpefefieHHble
OTAENbl KOPbl FOJI0BHOMO MO3ra.

[Tpy HekoTOpbIX TpaBMax, 3aTparMBatoLLMX 3TV y4acTKM, YENOBEK MOXET MOSIHOCTLIO
MnoTepATb CNOCODHOCTL 3aNOMMUHATL MPONCXOASALLME C HUM CODBBITUSA — UMEHHO
Takue ciyyYan 4acTo Ha3blBalOTCA «noTepert namMaTu». Bce niogn no-pasHomy
NOMHSAT CBOE NPOLLJI0e: KTO-TO — 04eHb NoApPobHO, KTO-TO, HAaNnpoTuB, 3abbiBaeT
MHorve getanu. [lna onpenenennsa sddeKTMBHOCTN 3NM304MYECKON NaMATH
ncuxonorn paspaboTanu psg TecTos.

YyeHble-reHeTUKn, MCnonb3ys X BMeCTe CO CBOMMM UCCefoBaHUSaMM, BbIABNIIN,
4TO 3MM304MYeckas NaMaTb CBA3aHa C HECKONbKMMM nonnmopdunamamu. OgnH n3
HNX HaxoouTcs B reHe CAMTAT, oTBevatowem 3a akTnBayuio paboTsl reHoB.

BbisiBIeHHble BApPUWUaHThbI

[eH BapuaHt Baw reHotun

WWC1 rs17070145 CT
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[IponcxoXXpeHne

KaxXAablh M3 Hac NpUHaANexXuT K onpeaeneHHon ranforpynne — 06U HOCTY Noaen,
NPOMCXOAALWMX OT 04HMX NpeakoB. Cetyac Hayke M3BECTHO, FAe 3TV ranaorpynnel
3apoAMINCh U KaK OHW nepeMellannce no nnaHete. Mukpobuonorn naxe
BbIYMCAMAM NocnefHero obuiero npeaka no MaTepPUHCKON TNHU K BCEX XN BYLLNX
HbiHe mogei. OHn HasBanun ee MuToxoHapuansHoi Esoin (EBoi — no aHanornm c
brbnencknm CloXXeToM, a 3NUTET «MUTOXOHAPUANbHAs» OblN MCNONB30BaH NOTOMY,
YTO MO MATEPUHCKOW IMHUI HacleayeTcs MuToxoHapuansHas [0 HK].

B Bawwnx reHax 3anoxeHa nHGopMaumnga o NPUHAANEXHOCTU K ONpefeneHHOoN
rannaorpynne, N reHeTM4yeckoe MCCNef0BaHM e NoKa3biBaeT, rae XXMM Ballu
Npeaku ThICAYM fleT Hasaf U Kakon NyTb MO NiaHeTe OHW NpoLenanu.

206



UMMM MR SO RN M NN XM OO XM MO XM N MODX O MOOOX M MMM XU LIS (.0 LTI

[lponcxoxxpeHue

Ball 3THMYeCKUU cocTas

0 oT xuteneu CeBepHom oT CeBepo-BocT0uHbIX
50 /0 EBponel CemutoB

OT APYrMX XuUTenen oT Mamupwmitnes
EBponel

oT xuTeneun KaBkasa oT xuTenen Ap puku
oT XuUTeneu cyb- 0CTaJibHble NonynALun
CaxapHoi Ad puku

Hea HOepTaJibCKue reHbl

Balllero reHoMa CoBnafaeT ¢ T HeaHpepTanbubl — UckonaeMsli
1 1 0/0 HeaHZepT abCKUM g o Buf Yenoseka, o6buTasLlw it B EBpone u
Q&5 @  3anapHoi Asum. Onu BeiMepnu 30 Thic.

net, BbiIT€CHeHHble HallMMK npea KaMu
- KPOMaHbOHLU aMW.
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[[eorpadusa npeakos

MpouncxoXxpeHne no MaTepUHCKOU INHUMN

EVE

150-180 TbIC.
neT Hasaj

LO

150-180 ThIC.
neT Hasaj

L1

150-180 TbIC.
neT Ha3ajn

L2

80 ThiC. neT
Ha3ap,

70 ThiC. NneT
Ha3ap,

67 ThbiC. neT
Ha3apg

25-40 ThIC.
neT Hasaj

a

57 Thic. net
Ha3apj,

Mpynna LO TecHo ceAsaHa ¢ Adpukoi, nponcxoaut 13 Hee (nosswnacs 15-17 Teic. net
Hasag) 1 pacnpocTpaHeHa NpevMyLLLeCTBEHHO B Hee npefenax. PacnpocTpaHeHa cpeau
npe[ CTaBUTeNe KOMCAHCKO M packl, a Takke Cpea v 4pyrux pasavyHbix HebobLmx
adprKaHCKWX rpynm.

Mpynna L0 TecHo cBsizaHa ¢ Abprkoi, npoucxoamt u3 Hee (nosswnack 15-17 Teic. net
Hazag) 1 pacnpocTpaHeHa NpevMyLLLECTBEHHO B Hee npefenax. PacnpocTpaHeHa cpeam
npef cTaBuUTeNel KOMCaHCKO M packl, a Takxke Cpean A pyrux pa3finyHbix HebonbLumx
adpuKaHcKMx rpynn.

Hocwrenu rannorpynnel L1 nokannsoBaHbl UCKIOUUTENLHO Ha TeppuTopun Adpukn. OHa
BCTpeyaeTcs M Aaxe A0CTUraeT BbICOKMX YacTOT Y MHOUX NOMNynaumii LieHTpansHov v
3anag Ho it Appukn.

[annorpynna L2 TunmnuHo adpukaHckas. Ho, TeM He MeHee, oHa BCTpeyaeTcs U B HoBoM
cBeTe: bbina «3aHeceHa» Tyna BMecTe ¢ pabamu. Cdopmumposanack oHa 80-111 Teic. net
Ha3ag, Aanee — pa3BeTBWIACh Ha ABa cybknaga.

l"annorpynna N Bo3Hwukna okono 70 Teic. neT Hasag B Adpuke, 0TKyLa MUrpvpoBana B
Asuio. OHa 9BNSeTCs NpeaKoBO W JIMHWEN MOYTHN BCEX COBPEMEHHBIX rannorpynn EBponsl,
OkeaHunn 1 AMepuKkm, 1 NOSTOMY ee BETBW PacrpoCTpaHeHbl Ha BCeX KOHTMHeHTax. Halle
Bcero oTMeuveHa B VIHLwK, AnoHum, ABcTpanum n Ha bk Hem BocToke.

lannorpynna R oToennnack oT npef kool BeTBn N okono 67 Teic. neT Hazag B HO>XHoM
A3zum B xoae murpaumm 1z Adpukm. OHa WMpoKo pacnpocTpaHeHa no Bcen EBpasum
(ocobenHo uyacTa 1 pasHoobpasHa B HOxHo M Asun) 1 OkeaHnu; ee fouepHss BeTBb B
Haln eHa cpeaun KopeHHoro Hacenenus Amepukn. B Poccun HavineHa BetBb R1al.

lannorpynna K Bo3HMKAA, MO pa3HbIM oleHkaM, 25 - 40 Toic. neT Hazag. BcTpeyaeTcs B
Espone (@parums, Hopserus, AscTpus), CesepHoit Abpuike, Mg um v Ha Kaskase. OHa
obHapyxeHa npnbnmnsutensHo y 10% KopeHHbIx eBponelies; nopaaka 15% apy3os
Cupun, J1uBum, M3panna n MopaaHum npuHagnexat K 3Ton rannorpynne.

["annorpynna U otaenunack oT npeakoBoi BeTBM R okono 57 Thic. neT Ha3ag Ha
Tepputopum HOxHo i unn MepepHen Azun. BeTsu rannorpynnel U wupoko
pacnpocTpaHeHsl No Bcew 3anagHon Espasun, CesepHoit Adpuke m HOxHoM Asun.
Mopsaaka 10% KopeHHbIX eBponelieB NPUHAMLEX UT K 3TOM BETBU, @ KOHKPETHO K
avHunam U4, Us, US.
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MNpoucxoxxpeHue

Mpoucxo>xpeHue rno oTLOBCKOWU IMHUM

ADAM lannorpynna A - ctaperiwaga rannorpynna Y-xpomMocombl. OHa BO3HMKA MO HOBbIM

LaHHbiM okono 142000 neT Hasag elle [0 paccefeHys Yenoseka 3a nepefenbl Appuku

142Teic.neT  wmexpay UentpansHoit u Ceepo-3ananHoit Abprkoit. Hocurenem 3101 rpynnbl Bbin cam
Hasapn «XPOMOCOMHbIN Aflam». PacnpocTpaHeHa npenmyltecteeHHo B KX Ho Adpuike.

["annorpynna A — cTapeiwas rannorpynna Y-xpoMocombl. OHa BO3HMKAA N0 HOBbLIM

A aHHbiM okono 142000 neT Hazag elle [0 paccefeHys YenoBeka 3a nepefensl Appuku

142 TbIC. NIeT  mMex ay LleHTpansHoii u CeBepo-3ananHoi Adpukoit. Hocurenem sToi rpynnel 6bi1 cam
Hasap «XPOMOCOMHbIN Aflam». PacnpocTpaHeHa npenmylecteeHHo B KX Ho i Adpuike.

e

Fannorpynna B - BTopas no apesHocTv rannorpynna (nocne Al. Mossunack 0koo
60000-65000 net Ha3ap,. OHa pacnpocTpaHeHa Ha AQpYKAHCKOM KOHTUHEHTe B panoHax
65 Thbic. neT toxk Hee Caxapbl.

Hasap,

CT lannorpynna CT - obuasa npegkosad rpynna Las My> CKOW AVHUM BoNbLUMHCTBa
coBpeMeHHbIx ntoaein. OHa nosBunack okono 68500-70000 net Ha3ag Ha TeppuTopum
68-70 ThIC. BocTouHo Adppurkw.

neT Hasap

annorpynna F nossunack 39000-56000 net Ha3apg Ha toro-3anage Asun. B HacTosee
BpeMs B YACTOM BUA e OHa BCTPeYaeTCs peAKo rnaBHeiM 0bpa3oB Ha MHLocTaHe Ho
39-50 TbIC. OHa Mocyuna npefKoBowr ans rpynn BcTpedaowmxcs y 90% coBpeMeHHOTo

neT Hasap MY>KCKOTO HaceneHws.

a

Mannorpynna K noaswunack 47000 neT Hasan Ha toro-3anafe Asum. B HacTodllee Bpems

OHa pacnpocTpaHeHa NpenMyLLLeCTBEHHO Y Hapo4 0B Menaresum [TonvHesum

47 ThiC. neT AscTpanun. Ee fo4epHMe NMHUM pacnpoCTPaHUAKCh Mo PasfinMdHbIM yyacTkaM EBponsl v
Ha3ap Azvn.

a

MosBunack rannorpynna P B KOxHo Azum okono 34000 neT Hasan. XoTb ramiorpynna
P B cBOeM M3Ha4anbHOM BUA e pacnpoCTpaHeHa Wb 3MM304UYECKM OHa A ana Havasno
34 ThIC. neT Wwupoko paccenmswmmcs seteam R v Q.

Hasap,

annorpynna R noasunack Ha ceBepo-3anafe Asum okono 35000-30000 neT Hazag v
pacnpocTpaHunack no Bcemy mupy. Cellyac oHa BCTPeYaeTCs BO BCEX HACTHX CBeTa Ho
30-35ThIC. Hanbonbllee 3Ha4YeHe UMeeT cpean HaponoB EBpasun. Aensetca Hanbonee

neT Hasapg pacnpocTpaHeHHo rannorpynnon B 3anagHo Espasun.

Haunbonee pacnpoctpaHeHa B BocTouHol v LlenTpansHoit EBpone a Takxke B CpefHein 1

HO>Hon Asmn. [Tossunack okono 18500 neT Hazan oT npenkoBol rannorpynnsl R 1.

18 TeiC. neT ABnsaeTca Hanbonee pacnpoCTpaHeHHO W rannorpynno cpeau HaceneHns BocTouHo
Hasapg Esponbl v [Mpubantuku (0cobeHHO y pycckux nongakos 6e0pycoB v yKpauHLues).
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