. JIABOPATOPUSA HayuHbiil ueHTp

Omuyem o MonekKyngapHo-
reHemu4yecKoM uccyiegosaHuu AHK

oripegesieHue reHemu4yeckou
NnEegpPaAcCrioyioxXeHHoCcmu K My>XKCKomy 6€CI_I}"IOQUFO




YHUKAOJTboHOCMb MBoOeU BcesieHHOoU

YBAXXAEMbIU KNUEHT!

Bol gepkume B pPYKAX pe3ylbmdambl UcciegoBaHUA
Bawel AHK. 29mom omuyem nomMmoyxem BaM BbigBUMb
KOHKPEemMHble reHemuyeckue ocobeHHocmu Bauwero
OPraHU3MQ, Urpatllue BAXXHY pofb B 06Lel KapmuHe
6ecnnogua NUBO BO3MOXHbIX OCMOXHEeHUU U MPUYUH
HeHacmynneHua 6epeMeHHocMU Balel napmHepLu.

B QgaHHOM omuyeme uccnegoBAHblI eHbl, GYHKLUS
KOMOpPbIX MPAMO UlU OMOCPegoBAHHO CBA3AHA C
penpogykmuBHOU yHKLUelU Y MYXKYUH. 3mMu reHol

BUSAOM HA CUHME3 rOPMOHOB, pelenmMopHLIU annapam
SHJOKPUHHbLIX  OPraHOB u mMmkaHed, npoLieccol
MPAHCMeMBPAHHbIX B3aumMogelicmBul u pAg
reHemu4eckux @GAKMOPOB, CBA3GHHbLIX C MpPoLeccamMu
OMNNI0OgOMBOPEHUA U KOOBOCHAGeHUS.

MonekynapHo-reHemu4yeckoe uccnegoBaHue gaem
omBemMmbl HAa Heo4dYeBUgHble BOIMPOCbl O . lpuU4vYuUHe
HeHaCcmyriyieHU4s 6epeMeHHocmu, 4MOo nomMoXxxem BPA4YYy
CKOpPEKMUPOBAMb cCMpameruto Bawero fnedeHusq.

NNABOPATOPUSA

AHKOM

HayuHbIl LeHTp
MOJIEKYISIPHO-TEHETUYECKUX

Ha kakue Bonpocbl omBemum uccnegosaHue‘?

Kakue KOHKpemHO fpoLeccol
HopyLeHol B BallleM opraHusme?
Noggatemcs AU 3mMu npoLeccol
KOppPeKLuu?

YUMo KOHKPEMHO MOYKHO U HYMXHO
usMeHuUmMb B BalleM MpuBbI4YHOM
obpase »U3HU, gnsa NoBbilleHUs
penpogykmueHoU dyHKLUU?

Kakue u3 HaligeHHbIX reHemu4YecKux
BAQUAHMOB NOggalomMcs KoppeKLLUuu?

Kak ynyywumoe cocmosHue
AHK u KayecmBoO
crepMamMo30UgoB, UCMo1b3ys
pe3yomamebl aHAIU3a?

Kakue pekoMeHgaLuu noMorym
BaM u Bawel napmHepLue
gocmMuYb *XenaHHoU
6epeMeHHOCMU HAO OCHOBAHUU
mecma Ha 6ecnnogue?



YHUKAOJTboHOCMb MBoOeU BcesieHHOoU

MOJIEKYNISIPHO-TEHETUYECKUX
uccnepoBaHni

OBPATUTE

BHUMAHUE:

Tecm Hocum UHgUBUggOJ‘IbeICI XapaKmep, BCe BbldBJ/IeHHble ocobe u u
npegocmasrieHHble peKoMeHJgdaLuu I'IepCOHUd)ULI,UpOBOHbI, MAK KAK OC HA

u3yyeHuu obpasua Bawel yHukanoHoU AHK.

I'IpegcmOBneHHble reHemuyecKue pe3yibmameol He 103 om gejidmb

OgHO3HAYHble BbIBOgbl O 6GOMEe3HU Uulu BOCMPUUMYUBOCMU @ MOCKObKY
BbIMO/IHEHHble UCCTIegoBAHUA He Morym ydecmo Bce dakmogbl, crocobcmaytollue
omHocumMenbLHOMY PUcKY onpegeneHHolU BocmpuuMyuBOoCMU OMEeHLUANbHOro
MmedeHus 6onesHu. K amuM dakmopaM omHocamca y YKU3HU, NumaHue,
dakmopbl  okpykawllel  cpegbl, YpPoBEeHb  3ar HO paBbome U
MCUXO3MOLLUOHAbHbIU DOH, d MAakKXe omHocumebHble OXKHble MepeMeHHble,
MakKue KAaK YpoBeHb pucka rnobouvHblx adpdekmos ompebrieHua npenapama
Unu  MNosBMAeHUA MHOrodaKMopPHbIX ©GonesHel, OMOPbLIX reHemuyeckue
daKmMopbl He ABNAKMCA PeLLaoLLUMU.

UHmepnpemauusa pe3ylbmamoBs, npe ABAEHHAA B gAHHOM omueme,

rnogpasymMeBadem O3HAKOMIIeHUe nauueH
roynrnax reHoB, dCCoUUUupOBAHHbLIX C pA3BU

anuyueM y Hero paga Mmymauul B
MU>KCKoro 6ecrnyiogus.

Pe3ynomamobl gaHHOro uccrnzgosaHus
He aBngiMCca guarHosc v

Nbasa nNpegpacnonekeH-HocMmob He MoXem 6Gbimb
peanu3oBaHA ¢ BepoamHocmbio 100% 6e3 ydyema
BCceX GAKMOPOB okpysxatowel cpegbl — MO eCMmb
NPuU rpAMOMH O KGPPEKLUU BO3MOXHO UCK/IOYUMb
HacmymnneHue paga cocmosHuU.

AOHHOS 3CKKYeHUe Hocum UHDOPMALUOHHbIU
Xapakmep, HO  4aBAgemca  OCHOBAHUEM  gnd
npoBegeHuUa KOHCYlomauuu ¢ Bawum neyawum
BPAYOM-OHJPONOIMOM, a MakXxe agn4a
NEOPUNAKMUKU paga 3aboneBaHUl u cocmoaHul,
Komopble Morym 6bimb MOSTHOCMbIO
KOMMEHCUPOBAHbLI goO pa3BumMuUa 3ab6oneBaHuU.
PekoMeHgaLuu MO  MOCeLlleHUD  KOHKPEeMmHbIX
npodufbHbIX creuuanucmoB Bbl Halgeme B
pasgerne «[1epCoHAMbHbIX peKoMeHgaLuU».



yHUKanbHocmMb mBoel BceneHHoU oy NABOPATOPUA  Hayarsit erp

BBEAQEHUE

Becnnogue - smo He 6oniesHb, 3mMo
cocmosiHUe OpraHu3mda.
Mywckoe 6ecnnogue onpegendgemcsa  Kak
omcymcmaue bepeMeHHOoCMU y
NnapMHepLU B medeHue roga perynapHou
nonosou YKU3HU 6e3 npuMeHeHud
KOHMpPaLenLuuu.

CoBpeMeHHas cmamucMmuKa BbigBigem go
40-45% cnyyaoeB, KOrga UMeHHO My»Kckou
dakmop aBngemca npu4yuHou ’\ O

HEeBO3MOXXHOCMU 304ameo pebeHka. \. v 0
OepmufibHOCMb MYX4YUHbl C BO3PACMOM
CHWKOemMcs He3Ha4YumesnbHo, B omuuduu Cnyqqu
OM YeHLLUH, Yel penpogyKMuUBHbIU Mepuog
orpaHu4vyuBaemcs 45-50 rogamu. OCHOBHbIM
nokasamenemMm B orpegesieHuUU MYXXCKOro
6ecnnogud aBrgemcs Ka4yecmMmBO
Konu4ecmBoO crepMbl. MNpuduHbl HapyLie
KayecmBda CMepMbl  Kporomceda  Yall

npuobpemeHHblXx  3a601eBaHUSX, %
BCMPEYAOMCH CMY4you U BPOXJEHHC

6ecnnoguq. .

BO3MOyKHbl cumyauuu, Korga
OgHO3HAYHO YKA3adMb TMPUYUHY He
ygaemcs. B no6bom cnyvae

MPAKMuUYecku Bce GOpPMbl MYMKCKOIo
fecnnogua noggaiomcad meM  unu
UHbIM MemogaM fleyeHus.

B Hekomopbix cnydaax gocmamoyvHo
HECKO/bKO U3MeHUMb 06pd3 »KU3HU:
cmapambca usberamb CMPeccoB U
duU3UYeCKUX Meperpysok opraHusMa,

nuMambca MOMTHOLLEHHO,
mocMapamMbCs  OMKA3dMbCAa  om
BPEegHbIX MEUBbIYeK, npoBecmMu
BUMAMUHOMePAnuto.

a3dPeKMUBHOCMb SledeHUa MUYXCKOIo
Hecnnogug Bollle, YeM KeHCKOro

—@ H KOM MOJIEKYNISIPHO-FEHETUYECKIX
o ucecnesoBaHnim



/oo NMABOPATOPWSA  HayuHbiil LeHTp

—
—Q H KOM MOJIEKYNSPHO-TEHETUYECKUX
s nccnesoBaHmit

YHUKAOJToHOCMb MBOeU BcefleHHOoU

dOakmopamMu pasBumusd 6ecnnogu¢| y CunbHOU MOJZIOBUHbLI YenoBeyecmBa 4alle
BCero cmaHoBAMCH:

® DHQOKPUHHble HapyleHus (19% cnydaes). CO0U B rOPMOHOMbHOM dOHEe — OgHA U3
CAMbIX 4YaCMbIX MPUYUH rubenu cnepMAmMO30UgoB U OMKO3d CeMeHHUKOB
MPEOU3BOgUMb HOBbIE.

® Bapukouene (15% cnydaen). PacliupeHue CcOoCYgoB B FUYKAX U CEMEHHOM
KAHOMUKe npuBoguM K  MOBblleHU  KoMpopmHoU gag  pasBumud
crnepMamMoO30UgoB meMnepamypbl 34°C. DmMO 4YpeBAMO TMOBpPeXgeHueM U
rubenoto cemMeHu.

® Bpo)xgeHHble aHOMOTUU (12% cnyyaes). feHemMuyeckue namosnoruu,
Mnepekpy4yuBaHUE U HeonylleHue ¢gudeKk MpuBOgaM K HAPYLIeHUlo pasBumug
gemopogHoU dYHKLUU.

UHpeKLUoHHble BpoyxkgeHHole
3a6oneBaHuUA aHOMOUU

BocnaneHusa npocmameo
U MOYEMOYHUKOB
Bapukouene

HoBoob6pa3oBaHUSA
B AUYKAX

DHJOKPUHHble
HapyLLleHUs

Opyrue npuyuHobl

® UHdekyuoHHble ' 3abomeBaHua (10% cnydaeB). 3aboneBaHud, nepegatoLllueca
MoONOBbIM MYymMeM (XAaMuguo3, roHoped, MPUXOMOHUO3 U gp.), 6e3ycnoBHo, HaA
nepBOoM Mecme o YPOoBHIO onacHocmMu. Ho u gpyrue uHdekuuu, makue Kak
6pyuennes, napomum (CBUHKA), MOrym nMpuBOgUMb K MOBPEXJeHUaM
MNPOW3BOgALLUX CePMAMO30uUgbl KIIeMOoK.

® BocnaneHus npocmMambl U MOYemMOYHUKOB cCmMaHoBAMCcH NpuduHoU 6ecnnogua B
9% om @OLLEero Yucna cny4vaes.

® HoBoO6PA30BAHUSA B AUYKAX (3% cnyyaes), KOK gobpokadecmBeHHble, MAK U
3/710Ka4YeCcmMBeHHble, HapYLLatom MomeHLUto.

® K MeHee pPACMPOCMPAHEHHbIM MPUYUHAM MAmMOosioruu Morym omHoCcuMmbCs:
CHUYXeHue obLlero uMMyHumema, rnpuemM aHMuBbUOMUKOB U gpyrux /1eKapcms,
MCcuxoreHHole $aKMopPb.L.



YHUKAJTbHOCMb MBOEU BCEJIEHHOU %9 /TABOPATOPUA  Hayublit ueHTp

—@ H KOM MOJIeKYISIPHO-FEHETUYECKIX
o nuccnepoBaHni

TEPMUHbI U OINPENENEHUYA

leH — 3mo ydacmok Monekynol AHK, komopbil cogepykum UHCMpPyKLud gna
®YHKLUOHUPOBOHUSA KMIeMOK U BCero opraHusma. Ha cerogHauwHUl geHb
yuyeHbIM usBecmHO 6onee 20 mbicad reHoB. COBOKYMHOCMb “BCEX reHoB
YeNIoBEeKA HO3blBAEMCSH reHOMOM.

AHK - 6onbliaa Monekyna, Komopads omBeddem 3d XpaHeHue U nepegayy
gaHHbIX O YenoBeKe U3 MOKOoJIeHUs B MoKoJfieHUe B Buge HacnegcmBeHHOoU
uHdopmMayuu. Monekyna AHK o4yeHb gNnUuHHAOA: OHA UMeem gruHYy Nopsagka 2
MempoB.

Monekynol OQHK ynakoBAHbl B dgpe Klemku. B Buge XpoMocoM. [lapobl
XPOMOCOM omiiudatomcsa gpyr om gpyra no gnuHe U ¢opme U genamecea Ha
AYyMmOoOCOMHble U TMOJIOBble XPOMOCOMbl. AYmMOCOMHble 0603HAYaMCH
MOoPAGKOBbIMU HOMepaAMU.

Y yenoBeka 46 XPOMOCOM, UX HUX — 44 @ymocoMbl (22 napbl, 0603HAYEeHHble
HOMepPaMUu C 1-ro Mo 22-U) u ogHAa Napd MON0BbIX XPOMOCOM (XX Y »XeHLLUH U
XY Yy MYrK4yuH).

AdKcnpeccusas reHoB - TMpouLecc, B xoge KOmMmoporo HacnegcmaeHHad
uHbopMaLUa oM reHa Npeobpazyemcd B GYHKLUOHAMbHLbIU Npogykm — PHK
unu 6enok.




YHUKAOJToHOCMb MBoOeU BcesleHHOoU

/oo NABOPATOPMSA  HayuHbiii ueHTp

—

—0 I IKOM MOJIEKYNIAPHO-TEHETUYECKUX
—.o. uccnesoBaHUM

=

PE3YNLTATLI UCCNENQOBAHUYA

B xoge npoBegeHHOro MosfieKyndapHOo-reHemu4eckoro uccrnegoBaHua Bawel QHK
HAMU BbISIB/IEHO cO4emMaHUe reHomumnoB, KOoMmopoe coomBemcmBYem MOBbILLEH-
HOMY PUCKY pasBumMuUg noepexxgeHua AHK B cnmepMamo3ougax, OKCUgOMUBHOIO
CMpPecca U XpOHUYECKOro BocnaneHud, HapylueHusa pabomeol cucmeMbl gemoKCUKa-
LUU KceHoBbuomMuKkoB. OBHAPYKEeHa MUKpogeneuua Y-XpoMoCcoMol.

OmknoHeHue Pe3ynomam

/ reHomun

usPoy ins CpegHenonynaLuoHHbIU

DDX3Y del [NoBbILLEeHHbIU

DYS218 del MoBblWEeHHbIU
MUKpogeneLuu DYS224 ins CpegHenonynsauuoHHbIU
Jxpomocome! DAZ] ins CpegHenonynauuoHHbIU
DAZ1 ins CpegHenonynaLuoHHbIU
SRY ins CpegHenonyndauuoHHbIU
ZFY ins CpegHenonynauuoHHbIU

O6cmMmpyKkMuUBHaOSA

a30oCchepMuUs Q CFTR del/del CpegHenonynaLuUoHHbIU



/oo NABOPATOPWS  HayuHbiii ueHTp

@
— KOM MOIEKYNSAPHO-TEHETUHECKMX
—® I I uccneaoBaHuii

YHUKAOJToHOCMb MBoOeU BcesleHHOoU

OmknoHeHue Pe3ynomam

/ reHomun

PRM1 G/G CpegHenonynauuoHHbIU
NMoBpexxgeHue AHK
PRM?2 G/G MoBolgHM U
NFE2L2 T/T @B WNE Hbi
. SOD2 A/A WoBbiLeHHbIU
OkcugamuBHblU
cmpecc U TGFB3 G/G PloBblileHHbIU
XPOHUYeCKoe
BOCnaneHue
HSPAIL G/G MoBbleHHbIU
NOS3 T/T CpegHenonynauuoHHbIU
AR n CpegHenonynsauuoHHbIU
FSHR c/C CpegHenonynauuoHHbIU
[OPMOHAONbHbIE .
HaEYLLEHUS LHCGR c/C CpegHenonynauuoHHbIU
CYP19AI1 c/C CpegHenonynsauuoHHbIU
CYP17A1 A/A CpegHenonynauuoHHbIU
MTHFR c/C CpegHenonynauuoHHbIU
Hapywenugmu N MTHFR T/T CpegHenonynauuoHHbIU
Memu/IuPOBAHUS .
MTR A/A CpegHenonynauuoHHbIU

MTRR A/A CpegHenonynauuoHHbIU



YHUKAOJToHOCMb MBoOeU BcesleHHOoU J*a. NABOPATOPMSA  Hayumbiit yeHTp

—@ I I KOM MOJIEKYNISPHO-TEHETUYECKNX
o uccnesoBaHUM
S

OmknoHeHue Pe3ynomam

/ reHomun

NQOI1 C/C MoBbILWEeHHbIU
Cucmema CYP1A1 T/T CpegHenonyasuuoHHbIU
gemokKcuKaLuu
KCEHOBUOMUKOB SOD2 A/A MoBbllLcHEbIU
GSTPI1 A/A CpegHenonyiaLuoHHbIU

CpegHenonynsuguoHHbIU PUCK — 5MO 3HAYUM, YMO BepOoaMHOCMb PA3BUMUSA Y
Bac 3a060n1eBaHUA paBHAO cpegHeU B MOMynauuu (YcaoBHAG HOPMA).

MoeblleHHbIU PUCK — 3MO 3HAYUM, YUMo BepoaMHOCMb PA3BUMUSA 3a60/1eBa-
HUgA y Bac Buille cpegHel B MonynaLuuu.

NMoHWKeHHbIU PUCK — BepOoSMHOCMb pa3BUMUA 3a6oeBaHUA Yy Bac Huxke cpeg-
HeU B nonynauuu.




YHUKAOJToHOCMb MBoOeU BcesleHHOoU

/oo NABOPATOPWS  HayuHbiil eHTp

—

—Q I IKOM MOJIEKYISIPHO-TEHETUYECKMX
—.o. uccnesoBaHUm

)

UTOINu UCCNEQOBAHUYA

1
2
E
_4
5

BolgBneHa Mukpogeneuus Y-xpoMoCcoMol

NMamoreHHoble BAPUAHMblI HYKIleomMmugHoOU nocregoBa u B
reHe CFTR He BolgBeHbl.

BolsgBAeH noBbllleHHbIU pUCK HapyLlleHusa AHK B cnepm 30uUgax

BobisgBieH NoBblLLeHHbIU PUCK XpOHU4YeCKUX BoCnarsl bHbIX MPoLeCcCOoB

BoiaBneHo HaApyllueHuUe B po6ome cucm bl OKCUKALUU KCeHobuo-
MUKOB.



YHUKOTbHOCMb MBoOeU BceneHHou J*e. NABOPATOPUS  Hayumbii uenTp

[ H KOM MOJIEKY/IAPHO-FeHETUYECKUX
o uccnepoBaHum

OMNMUCAHUE reHOB U BAPUAHTOB

leH CFTR kogupyem u4neH cynepceMeucmBa ATO-CBA3bIBAKOLUX KACCEMHbIX
MPaHcnopmepoB. KogupyeMoll 6enok dyHKLUOHUPYemM KAK XTOPUgHbIU KaHas,
4Mo gefiaem ero YHUKA/IbHbIM cpegu 4fieHOB 3mMoro ceMelcmBa 6e/1KOB, U KOHMPO-
niupyem cekpeLuto U norfoLlleHue UOHOB U BOgbl B aNumMeniuasibHbIX MKAHAX. AKMU-
BALUS KOHAIOB OMNOCPEegoOBAHA LUKIAMU HochOopUnUPOBAHUSA perynamopHbix go-
MeHOB, cBa3blBaHUA ATO HYKNIeomugcCcBA3bIBAOLWLUMU goMeHaMU U rugponusa ATO.
Yacmoma HocumenocmBBa Mymauyuu B reHe CFTR T u3 25.

FEHbLI PE3YNLTAT/TEHOTUN PUCK

CFTR del/del CpegHenonynauuoHHbIU

.- > —e e e L SSS NV
3AKNIOYEHUE

NamoreHHoble BAPUAHMbl HYKleomMugHoU nocaegoBamesioHocmu B reHe CFTR He
BbisiBNEHbl



YHUKANbHOoCmMb mBoel BcenieHHoU oo MABOPATOPUA  Haysb ueHT

=

— KOM MOJIEKYNISIPHO-TEHETUYECKNX
o I I uccnes0BaHmi

X

OMNMUCAHUE reHOB U BAPUAHTOB

reH PRM1 kogupyem HU3KoMonekynsapHoll 6efoK B 9gpax crnepMamo3ougoB (npo-
MAMUH 1), Komopbll y4yacmeyem B akmuBaLuu OQHK-cBa3obiBAtOLWeU AKMUBHOCMU.
MpomMAaMuHbl CIY>KAm grig OpraHU3adLuUUu XpoOMamuHa B 4gpax CnepMamo30ugoB U
ynakoBke QHK cnepMamMo30uUgoB B BbICOKOKOHJEHCUPOBAHHbIU KOMMIeKC B o6beMe
MeHee 5% agpa Knemku.

NeH PRM2 kogupyem HU3KoMoneKynapHoll 6eoK B Agpax cnepMamo3ougoB (npo-
MAMUH 2), Komopbll y4acmayem B akmuBaLuu AHK-cBa3biBatoLel AKMUBHOCMU.
NMpoMmaMuHbl CYXKam gnsg opraHusdLuu XxpoMamuHa B 4gpax ClepMamo3ougoB u
ynakoBke AHK cmepMamMo30uUgoB B BbICOKOKOHgEHCUPOBAHHbIU KOMMIEKC B o6beMe
MeHee 5% agpa Knemku.

FEHbLI PE3YNLTAT/FEHOTUN PUCK
PRMI G/G CpegHenonynaLuoHHbIU
PRM2 G/G MoBbiweHHbIU

3AKNIOYEHUE

BuisiBneHHuIUd reHomun G/G reHa PRIM2 accoLuupoBAH C MoBbleHUeM OMmHOCU-
MeNbHOro PUCKA MYXXCKOro 6ecrnaogus.



YHUKAMbHOCMb mMBOeU BCelleHHOoU /% NABOPATOPUSR  Hayutbiil ueHTp

— @
—Q I I KOM MOJIEKYNSIPHO-TEHETUYECKUX
—.c. uccaenoBaHum

ONMUCAHUE reHOB U BAPUAHTOB

MNeH NFE2L2 kogupyem GakmMop MPAHCKPUMNLUU, KomopblU perynupyem reHol, co-
gepXallue aneMeHmMbl AHMUOKCUgAOHMHOMo omBema; MHOrue us HUX Kogupytom
6enkKu, yyacmaytolliue B pedKLuU Ha MoBpeXXgeHue U BocnaneHue, BKo4Yas obpa-
30BOHUE CBOBOgHbIX PAgQUKAJIOB.

FeH TGFB3 kogupyem 6enoK, KomopblU CBA3bIBAEMCSH C PA3TUYHbIMU PEeLenmopa-
Mu TGF-6ema, meM CaMbiM perynupysa pabomy reHoB. mom 6enok yyacmayem B
aMbpuoreHese U guddpepeHLIUPOBKE KTIeMmok.

FeH NOS3 kogupyem depMeHM — CUHMA3Yy OKcuga aszoma, dyHkLuel Komopo-
ro aBfngemcs BblpadboMKa okcuga azoma. AaHHbIU depMeHm MoXem ycunuBamb
oKucnumenbHbld cmpecc nNpu nosblleHHoU perynayuu. OKkcug asoma rnpegcmas-
naem cobol peakmuBHbIU CBO60gHbIU paguKas, Komopblt gelicmByem KaK 6Uoio-
rudeckull Meguamop B HECKOJTbKUX MpoLieccax, Bkovaa Helpo- mMPaHCMUCCULD, OH-
MUMUKQPOBHYIO U MPOMUBOOMNYXOsIeBYto AKMUBHOCMb.

FeH SOD2 kogupyem depMeHmM — yneH ceMelcmBa »efne30/MapraHeL,-30BUCUMbIX
cynepoKcuggucMymas. mom 6e/10K CBA3bIBAEM ¢ CYMepOKCUgHbIMU MOBGOYHbIMU
NPOgyYKMAMU oKucnumenoHoro ochopunupOBAHUSA U MpeBpaLldemM UxX B NepeKucCob
BOgOPOgA U MOJieKyndapHblU KUCN0POg.



/oo NABOPATOPWS  HayuHbiil LeHTp

YHUKAJToHOCMb MBoOeU Bce/leHHoU T::. AHKOM oIy O feveTecins
FEHbLI PE3YNLTAT/FEHOTUN PUCK
NFE2L2 T/T MoBblILLEeHHbIU
SOD2 A/A MoBbiLLeHHbIU
TGFB3 G/G MoBbiLLeHH i
HSPAIL G/G MoBbI LI U
NOS3 T/T CpegHenonynsauuoHHbIU

3AKNIOYEHUE

BuisBneHHuIlU reHomun T/T reHa NFE2L2 cBA3QH CO 3HAYUMEToHbIM CHUXKEHUEeM
SKCMPeCcCcuu reHa u rnoBbllLeHHbIM BiUAHUEM OKCUgAMUBHOIO cCMpecca HA Kemku.
BuisiBneHHuIU reHomun A/A reHa SOD2 accoLUUPOBAH CO CHUXeHUEM aKMUBHO-
cmu depmMeHmMa. BapuaHmM Moxkem Bbimb CBA3AH CO CHUXXeHUeM aKMUBHOCMU CU-
cmeMbl gemOoKCUKALLUU.

BoisiBrieHHuIU reHomun G/G reHa TGFB3 CBA30H C K/lIeMOYHbIM OMBEMOM HA OKUC-
numernbHbIU CMPEECC U NOBbILLEHHbIM PUCKOM MU»XCKOro 6ecnsiogud.

BuisiBneHHouIlU reHomun G/G reHa HSPAIL accoLuupoBaH C MoBbllleHUeM B 2-3 pa3d
PUCKA MUY»XCKOro becrnniogus.



UHUKAJ/TbHOCMb MBOeU BCeJiIeHHOU Jho. NMABOPATOPUS  Hayuroii uentp

::.,o. AHKOM :ngz’g:;HH;;eHemqecmx
ONUCAHUE reHOB U BAPUAHTOB

FeH AR Kogupyem pelenmop aHgPEOoreHoB. BapudaHmMbl B 3MOM reHe CBA3dHbl C U3-
MeHeHUeM YyBCMmBUMENTbHOCMU K/1IeMOK K TOPMOHAM-OHgPOreHAM.

FeH FSHR Kogupyem peuenmop donnukynocmumMynupytoLlero roomoHa. Uccnegy-
eMblU NoNuMopduU3IM CHUXXAem AKMUBHOCMb peLenmopoB donnukynocmumynu-
PYtoLLEero ropMoHa.

NeH LHCGR kogupyem peLenmop NtomeuHU3uUpytoLLlero rooMoHa U XopUuoHUYeCKo-
ro roHagomponuHa. Uccnegyemoll BApUaHM usMeHsaem akcrnpeccuto reHa LHCGR u
Biugem HA CMAbuTbHOCMb 6eKA, YMOo MoXem BbiMb CBA3AHO.C KOMMEHCAMOPHbIM
CHWXKeHUeM YpOoBHSA NIOMEeHU3UPYIOLLLEero roOPMOHA U COOMHOWEeHUS IFoMeuHU3Upy-
WUl rooMoH/donnukynocmumynupytowuti ropMoH.

reH CYP19A1 kogupyem depMeHmM, omHocalluuca K cyrnepceMeldcmBy LUMOXPO-
MoB P450, nokanusyrowulca B 3HGOMNA3MAMUYECKOM pemukyiyme, Komopbole
npegcmasngiom cobou depMeHmMbl, Kamanusupyllilue MHorue peakuuu, B moMm
yucre CBA3aHHble C MeMAbONU3MOM JIeKOPCMBEHHbIX CPegCMB U CUHMe30M Xofe-
CMepuHa, CMepPOoUgHbIX FOPMOHOB U gpyrux nunugos. [eH CYP19AT kogupyem KIto-
yeBoU hepMeHM, HeobxoguMblU gna CuHMe3d xonecmepuHa, CMepougHbIX TOPMO-
HOB U gpyrux Iurnugos.

reH CYP17A1 kogupyem depMeHmM, omHocaLLulUca K cynepcemMeldcmByY LLUMOXPO-
MOB P450, nokanusyrowuuca B 3HgOMIA3MAMUYEeCKOM pemukynymMme u umMetouu
Kak 17- anbda-rugpokcunasHyto, mak u 17-20-nua3Hyto akmuBHOCMb. benok aBna-
emca Knto4YeBbiM depMeHMOoM B MemabofiuaMe CmepougoB, B pe3y/ibmame Komo-
POro MPOU3BOgAMCH NPoreCMuUHbl, MUHEPATKOPMUKOUQgbI, KITKOKOKOPMUKOUgbI, OH-
gporeHbl U aCMpPOreHol.



/'sq MABOPATOPUS  Hayunsii uenTp

—0 I I KOM MOJIEKYIiPHO-FEHETUYECKIX
o uccnepoBaHum
N

YHUKAJToHOCMb MBoOeU Bce/leHHoU

rEHLI PE3YNLTAT/FEHOTUN PUCK
AR N CpegHenonynsauuoHHblU
FSHR C/C CpegHenonyauuoHHbIU
LHCGR C/C CpegHenonynsauuoHHbIU
CYPI19A1 c/C CpegHenonyaauuoHHbIU
CYP17A1 A/A CpegHenoenynauuoHHbIU

3AKNIOYEHUE

BOpUOHmbI reHoB, CBA3dHHble C TOOMOHdAJ/IbHbIMU HOPYLUEeHUAMU, He BblAdBJ/1€eHbl



YHUKAOJToHOCMb MBoOeU BcesleHHOoU

/oo NABOPATOPWS  HayuHblil LieHTp
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—Q KOM MOJIEKYNSIPHO-TEHETUYECKUX
X I I McCne0BaHmin

K

OMNMUCAHUE reHOB U BAPUAHTOB

NeH MTHFR Kogupyem BHYMpuknemouHoll depmMeHmM, ydacmaytoul B npeBpa-
LeHUU roMmoyucmeuHa B MemUOHUH C MOMOLLbo BUMAaMuHoB B6, B12 u ¢onuesou
Kucnomol (BUMamMuH B9). AKMUBHOCMb gaHHOro depMeHmMa BauUgem HA YpoBeHb
donamoB B Nna3Me KPOBU, MPU ero HegoCcmamoYyHOCMU Mpoucxogum HakomnaeHue
roMouucMmeuHa B Kiiemkax, pa3BuBaemMcs romoLucmeuHemMud. NlunepromMouucmeu-
HeMus NPpuUBOgUM K NMNOBpPEeXXgeHU aHgomenusg cocygos.

NreH MTRR Kogupyem 6e1okK, yyacmaytowul B CUHMe3e MemuoHUHAa (He3aMeHu-
MoU OMUHOKUC/IOMbl) U3 roMouucmeuHa. UccnegyeMoll nouMopdusM npusogum
K CUHMe3y 6eNKa Co CHUXeHHOU PYHKLUOHAMbHOU OKMUBHOCMbIO, YMO 3aMpyg-
HAem npeBpdlleHuUe roMouucMmeuHa B MemMUuOHUH. TaKUM .06pa30M MOoXem pas-
BUMbCH COCMOAHUE — rurneproMouucmeuHeMus, XapaKmepu3yroLLlleecs rnoBblLLeH-
HbIM YPOBHEM roMoLucmeuHa B KPOBU. luneproMoLucmeuHeMusa npusogum K no-
BPEXXgeHUo aHgomesiug Cocygos.

freH MTR kogupyem depmMeHmM, KOMopblU obecnevuBaem GUHAMNbHYK CcMAguto
H6UOCUHME3a MeMmUOHUHA. BapuaHmebl B reHe MTR aBagtomca BO3MOXXHOU MpuYu-
HoU geduluma KobanamuHa (BumamuH B12). UccrnegyemMoll nonumMopdusM CBA3AH
C HapyLlleHueM GONaMHOro LUK/Ia U MOXXem MpuBOguUMb K MOBbILLEHHOMY YPOBHIO
roMoLucMeuHa.

FEHbLI PE3YNLTAT/FEHOTUN PUCK

MTHFR C/C CpegHenonynsauuoHHbIU

MTHFR T/T CpegHenonynauuoHHbIU
MTR A/A CpegHenonynaLuuoHHbIU
MTRR A/A CpegHenonynsauuoHHblU

3AKNIOYEHUE

BapuaHmMbl reHOB, CBA3AHHbIE C HapyLweHueM p060mbl LUK/ MemuJtlupOBdHUYA, He
BbldBJ1eHbl
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ONMUCAHUE reHOB U BAPUAHTOB

NeH CYP1A1 kogupyem pepmMeHm — uneH cynepcemelcmBa LLUMoxpoma P450. ben-
KU LumoxpomMa P450 yuacmpeytom BO MHOMUX PeaKLUaX, CBA3GHHbIX C Memabonus-
MOM JIeKOPCMBEHHbIX CPegCMB U CUHME30M XofleCmepuHa, CMepougoB U gpyrux
nunugos. CYPIA1 yuacmayem B neppolU daze. NoMuMo Memabonu3Ma MOKCUHOB,
KOmopble Mol MOXXeM Bgblixamb uiu ecmo, CYPTAT makxke yyacmayem B Memabo-
NIU3Me 3CcMPOoreHa, B YHacmHocmu 175-acmpaguosia, d Mak»Ke apaxugoHoBOU Kuc-
nomeol U DHA (KUupHbiX KUCoOM).

reH NQO1 kogupyem depMeHmM, KoMmopPblU urpaem Kto4eBYIo POMb B geMOKCUKA-
LuUuU kceHobuomukoB. NEOT MakXke yyacmayem B kKiemo4yHoU 3dlume om OKUC/U-
MenbHOro cMpecca, d Makyke B NpeobpasoaHuu CoQ10 u BumamMuHa K. Okcnpeccud
reHa NQOT uHgyLUpyemca oKuciumeioHbiM CMEEeCCOM, BNTUSHUEM LUKTUYeCKUX yr-
NeBOgopPOgoB MABAYHOIrO gbiMA U MPOMbILLIEHHbIX OKOUAAMOB.

FeH SOD2 kogupyem depMeHmM — yneH ceMelicmBda . sKeneso/MapraHeL,-30BUCUMbIX
cynepoKcuggucMymas. 9mom 6e/10K CBA3biBaem ¢ CYMepOKCUgHbIMU MOBOYHbIMU
NPOgyYKMAMU oKucnumenoHoro ochopuiupoBAHUA U MpeBpaLldemM Ux B NepeKucCob
BOgOPOgA U MOoJieKyndpHblU KUCNOPOg.

leH GSTP1 kogupyem depMeHM rMymamuoH-S-mpaHcdepasy, komopbll urpaem
BAXKHYIO POJSTb B g€MOKCUKALLUU, OKMUBU3UpPYa.obbeguHeHUe MHOTUX rugpodobHbix
U aneKmpodusibHbIX coeguHeHUU ¢ BOCCMOHOBAEHHbIM AHMUOKCUgAHMOM ryma-
MUOHOM.



/oo NABOPATOPWS  HayuHbiit ueHTp
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—Q I IKOM MOJIEKYNISIPHO-TEHETUYECKMX
i nuccnepoBaHum

-

YHUKAJToHOCMb MBoOeU Bce/leHHoU

FEHbLI PE3YNLTAT/FTEHOTUN PUCK
NQO1 C/C MoBbiLLEeHHbIU
CYPI1A1 T/T CpegHenonyauuoHHbIU
SOD2 A/A MoBbiLLeHH b
GSTPI1 A/A CpegHenonyaauuoHHbIU
. e ——
3AKNIOYEHUE

BoisBneHHouil reHomun C/C reHa NQOT accoLUUPOBAH CO CHUXXeHUeM 3dbdeKmuB-
HOCMU AHMUOKCUgAHMHOU 3dLlUMbl OpraHu3ma.

BuisBneHHouIlU reHomun A/A reHa SOD2 accoLUUPOBAH CO CHUXEHUEM aKMUBHO-
cmu depMeHmMa. BapuaHmM Moxkem 6bimb CBA3AH CO CHUXXeHUEeM aKMUBHOCMU CU-
cmeMbl gemoKCUKALLUU.



YHUKAbHOCMb mMmBoeU BceneHHou
. JIABOPATOPUSA HayuHbil LLeHTp
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—Q IIKOM MOIEKYNISIPHO-TEHETUYECKMX
—.-. uccnepoBaHum

B xoge npoBegeHHOro MosfieKyndapHOo-reHemu4eckoro uccrnegoBaHua Bawel QHK
HAMU BbISIB/IEHO cO4emMaHUe reHomumnoB, KOoMmopoe coomBemcmBYem MOBbILLEH-
HOMY PUCKY pa3BUMUSA noBpexgeHus AHK B cnepMamo3ougax, OKCUgAmMUuUBHOIo
CMpPecca U XPOHUYeCKOro BOCMNaneHus, HapyLleHuda pabombl cucmeMbl gemMOKCUKA--
LUU KceHoBbuomMuKoB. OBHAPYKeHO MUKpogeneuua Y-XpoMoCcoMbl.

C uenbio ycmpaHeHUs PUCKOB pa3BuMus 6ecnnogus peKoMeHgyemcs:

KoHcynomauyua Bpadel: aHgponor. HeobxogumMo npoBegeHue
-l MegUKO-reHemuU4eCcKoro KoHcynibmupoBaHug. C  pe3ynbmamamu
UCCNnegoBAHUSA 06pamumecob K Bpayy-reHemuky.

PekoMeHgyemcsa cobnogamo BOgHbIU peXXuM: He MeHee 1,5 numpa yu-
cmoU BOgbl B CYMKU. B nepBble Nonyaca nocne npobyrkgeHUs »ena-
mMenobHo BoinuBaume 400 M1 Bogbl (159 BOCCMAHOBIeHUA BOgHOro 6a-
NAHCA) € 2 Y./1. TUMOHHOIO COKA (4Mmobbl C6ANAaHCUPOBAMb Kuc/omM-
HOCMb YXeNYygouHOro COKa).

PekoMeHgyeM MnpugepXuBamMbCa «CpeguzeMHOMOpPCKOU guembl» U
«MUPAMUgbl 3gOPOBOIro NuMaHua». OBoLLu, PpyKmeol, 3IAKOBbLIE (Kena-
MenbHO C MUHUMANbHOU MepMuYyeckolU obpabomkol) Mpu 3MoMm Cco-
cmasngrom 60-80% MecayHOro paLlUOHA NMUMAHUA. 2mu NPpogykKmoeol
ucnofibayromcea exxegHeBHO. 20-30% paLUOHA NMUMAHUA oMmBOguUMCcy
HA NMpueM MOJTIOYHbIX MPOgYKMOB. MU NPogyKmbol XXesiamesoHO Yro-
MpPebnamb HECKOTbKO PAa3 B Hegesto. MAaco, polba, alLa nmul, cnago-
cmu cocmagagam He 6onee 5-10% payuoHa. OHU ucnonb3yMcs B
MUMAOHUU He Yalle 1-2 pa3 B Hegeto. HecbanaHcupoBaHHOE Nnompe6b-
NeHue Maca (Harnpumep, MOSIbKO MbllLeYHOro) Moxem BeCcmu K guc-
6a/10HCY AMUHOKUCIOM B OpraHusMe. MollleyHasa mMKaHb 6orama mMe-
MUOHWUHOM, O ero 4YpeaMepHoe nompebneHue, KOK goKasbiBAOM UC-
CNegoBAHUY, MOBbILLAem oKUC/IUMenobHblU cmpecc.

BHumaHue!

B npumMmepe npuBeaeHa TonbKo 1 cTtpaHuua
nepcoHaribHbIX peKOMeHAauuu.

[Nlo pe3synbTaTtam Bawero uccnepoBaHus

Bbl nony4ynTe NOMHbLIM CNUCOK UHANBUAYASbHbIX
pekomMmeHaaumm n onucaHnm B COOTBeTCTBUE

C BbISIBFIEHHbIMN MYyTaLUAMM.



YHUKAOJToHOCMb MBoOeU BcesleHHOoU
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METABONUYECKUE KOPPEKTOPDI

B mabnuue npegcmasrieHbl BbiiBIeHHble reHbl, Komopble dcCoLUUPOBOHbI C MOBbLI-

LeHHbIM PUCKOM pA3BUMUA namMaosioruu u BUOIOru4ecKU akKMuBHble BelLleCmBd, KO-
MOopPble MOf'Yym amu pUCKU HUBe/TlUpoBAMb.

reH reHOTUN KOPPEKTOP

PecBepamMpon, IKCMPAaKkm
PRIZ G/G BUHOMPAgHOU KOCMO4YKU

PecBepampon, KBepuemuH, KYpKYMUH,
NFE2L2 T/T MenamoHuH,; [eHucmeuH, TuUoKkMoBA4A
Kucsioma, ACMAkKCcaHMuH, BumamunH Q.

QonueBaga Kucoma, leHUCMeuH,
TGFBS3 G/G Kyk>kymHoe macno, BumamuH A

HSPATL G/G Macno neMoHrpacca,
PacmumersibHble Macna

SOD2 A/A PecBepamposi, MenamoHUH

NaHHLIU NepeyvYeHb aBNssemcsl NePCoHAsIbHbIM U He MoXXem 6bimb

UCMo/1b30BAH HU NPU KAKOM gpyromMm reHomurne usiu coyemaHuu My-
mauull ygpyroro nagqueHma!!!




