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NokasaTenb

PesynbTtar

PedepeHcHble 3HavYeHus

BbisiBneHne abeppaunii R117H, IVS8-5T,
xapakTtepHbix ons CFTR-accouunpoBaHHOro
6ecnnogus

He OOHapyXeHo

He OOHapy>XeHo

BblisiBneHve yacTon NpoTsKeHHOW geneunn
CFTRdel2,3

obHapyxeHa naToreHHas
abeppauusi; roMO3UroTHbIN
naToreHHbI NoNMMopgun3m
CFTRdel2,3

He OOHapy>XeHo

BbIsiBNeHne YacTbix NaToreHHbIX abeppaumn
394delTT, L138ins, 604insA, F508del, 1507del,
1677delTA reHa CFTR B ak3oHax 3, 4, 11

He OOHapyXeHo

He OOHapy>XeHo

BbisiBNeHne YacTbix NaToreHHbIX abeppaumn
2143delT, 2184insA, 3821delT, 3944delGT,
4015delA, 4022insT reHa CFTR B ak3oHax 14, 22,
23,24

He OOHapyXeHo

He OOHapy>XeHo

BbisiBNeHne YacTbix ToOYeYHbIX abeppauui
W1282X, G542X, N1303K, 3849+10kbC>T reHa
CFTR

He OOHapyXeHo

He OOHapy>XeHo

CKPWHWHT Ha BbISIBNIEHWE peakmx abeppaunii B
ak3oHe 3 reHa CFTR: c.243del, ¢.233del,
€.233dupT

He OOHapyXeHo

He OOHapy>XeHo

CKpUVHUHT Ha BbIsIBIEHME peakux abeppaunii B
3k30He 4 reHa CFTR: ¢.410_416del, c.409 412del,
c.424del, c.429del, c.433del, c.459 476del,
c.488del

He OOHapyXeHo

He OOHapy>XeHo

CKpVHUHT Ha BbIsIBNIEHME peakux abeppaunii B
3k30He 14 reHa CFTR: ¢.2051_2052del,
€.2051_2052dup, ¢.2051_2052delinsG

He OOHapyXeHo

He OOHapy>XeHo

CKPUHWHT Ha BbISIBNEHWE peakux abeppauuii B
ak3oHe 23 reHa CFTR: ¢.3808del, ¢.3767dupC,
¢.3773dupT, ¢.3851 3852dup

He OOHapyXeHo

He OOHapy>XeHo

CKpWHWHI Ha BbISIBIIEHWE peakon abeppaunn B
3Kk30He 24 reHa CFTR: ¢.3883_3886delATTT

He obHapyxeHo

He oBHapyxxeHo

CKPWHWHI Ha BbISIBIEHNE pPeaKoM NaToreHHon
abeppaumm B 3k3oHe 11 reHa CFTR:
c.1543 1555del

He oOHapyxeHo

He oOHapy>XeHo

CFTR: reHeTn4ecKkoe 3akntioyeHne

O6Hapy>xeH NaToreHHbIN reHoTU:
rOMO3MWIOTHbIN NaTOreHHbIN
nonumopdusm CFTRdel2,3

(renotun CFTRdel2,3/CFTRdel2,3)

KommenTapuu k npode: Y manuenTa 6511 oOHapykeH nmarorenHsid reHotun reHa CFTR. Ilpu o6HapyXeHHH TeTepo3uToTHON
abepparmu rera CFTR He npeacraBiseTcss BO3MOXXHBIM TOUHO oATBepAuTh y naruenta CFTR-acconumpoBanHoe 3a0o0eBaHue.
PacnpocTpaHeHHOCTS HOCHTENBCTBA TATOTCHHBIX BapHaHTOB cocTapisAeT 1:30. OgHako mpy BEICOKOM YPOBHE TIOA03PEHUS O0Ie3HN
BBISIBIICHHE TeTEPO3UTOTHOI abeppanuu mo3BoJsIeT YBEIMIUTh BEPOSTHOCTD HATTMYHSI TAKUX COCTOSHUMH, KaK MyKOBHCITHIO3,
JIByXCTOPOHHSISI BPOXK/ICHHAS aIula3us CeMSBBIHOCAINUX MMy Tel, HacnencTBeHHbI CFTR-acconunpoBaHHblil MaHKpeaTur,
CFTR-accouuupoBaHHbIE JUCCEeMHHUPOBaHHbIe OpoHXx03KkTa3bl, CFTR-acconnupoBaHHbIi CHHYCUT, CHHAPOM IceBRo-bapTTrepa, Tak
Kak 00s13aTeIbHBIM YCIIOBUEM ITOCTAHOBKH JIAHHBIX JIMArHO3a SIBJISICTCS] HAJIMYKME XOTS Obl 0/1HOI MeHTHGUIMpOBaHHOI abepparyy B
rene CFTR. Oznnako, B Takux ciiy4asix Tpedyercst pacmmpennoe renotunuposanus rena CFTR mis Beisiaenus Bropoit abepparmii
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®Dammusg 1.0.: TECT T. T.

rena CFTR.

I'omo3urornas adeppanus rena CFTR nonreepsxknaer quarno3 CFTR-acconunpoBannoro 3a6oseBanus. [Ipy oOHapyeHUH IBYX
reTepo3nuroTHsIX abeppannii rena CFTR pexomenmyeTcs obcienoBanie poauTenel uis OATBEPKICHUE JIOKaIU3auy abepparuii Ha
pa3HBEIX XpoMocomax. OOHapy>KeHHE ABYyX I'eTepO3UTOTHBIX abeppalrii Ha pa3HbIX XpOMOCOMax (B TPaHC MO3HIMN) TAKKe
noareepxkaaeT CFTR-acconmmpoBaHHOE COCTOSTHUE.

Omnmucano oxono 2000 matorennsix adbepparmii B reie CFTR. 'er CFTR xoaupyet TpancMeMOpaHHBIH peryasTop IPOBOAMMOCTH
MYKOBHUCIIH103a. JlaHHBII OOk mpeacTaBiseT co00i MOHHBIM KaHal, y4acTBYIOIIUI B TpaHCIIOPTE HOHOB XJIopa. B 3aBucuMocTy OT
BJIMSTHMS TATOTEHHBIX a0eppalnuii Ha aKTHBHOCTH OeJIKa pa3iMyaloT 6 KJIacCOB FeHeTHYEeCKUX HapyIIeHHi: Kiacc | - HapyiieHue
cuHTe3a Oenka; kiacc 11 - Hapymenue cozpeBanus 6enka; kiacc 111 - Hapynienue perynsiun XJIOpHOTO KaHajia; kiacc [V - HapyieHue
IIPOBOIMMOCTH XJIOPHOTO KaHaja; Kjlace V - CHIKEHUE KOIM4ecTBa PyHKIMOHAIBHOTO Oenka; kiace VI - cHukeHne BpeMeHn
HaxO0XJeHUs OelKa Ha HoBepXHOCTH KieTku. AGepparmu I-111 kiaccoB BEI3BIBAIOT MPAKTHYECKH MOIHOE CHIKEHNE (QyHKIMH OellKa,
TorAa Kak mpu abeppanusax [V mim V xiraccoB HabmogaeTcs octatrodHas GyHKIWS KaHana. 3aboneBanus,cBsa3anable ¢ reHom CFTR,
HMEIOT ayTOCOMHO-PEIIECCUBHBIN THIT HACIEIOBAHMU, TO €CTh UL X PAa3BUTHSA TpeOyeTcs HaINIue 00 TOMO3UTOTHOM, 100 ABYX
TeTEPO3UTOTHBIX MyTallUi, HAXOAALINXCS HA Pa3HBIX XPOMOCOMAX.

B rpynmy CFTR-acconmmpoBaHHBIX 3a007€BaHUH BXOAAT MyKOBHCIINI03, ABYXCTOPOHHSS BPOXKICHHAS AIlIa3Hs CEMSIBBIHOCSIIINX
myteif, HacneacTBeHHbIH CFTR-acconunposanusli nankpeatut, CFTR-acconumnpoBaHHble AUCCEMUHUPOBAaHHbBIE OPOHXO0IKTA3HI,
CFTR-accouunpoBaHHbII CHHYCHUT, CHHIPOM IiceB0-bapTTepa. MykoBUCIIMI03 IPEACTABIAET COO0M HAaCTEACTBEHHYIO CUCTEMHYIO
9K30KPHUHOIATHIO C 8y TOCOMHO-PELECCUBHBIM TUIIOM HacIeJ0BaHUs, XapaKTepU3yIOIascs IOPaXXKEHUEM OPTraHOB JIbIXaHUS,
MOJKETYA0YHOM sKese3bl, KUIIEYHHKA, IEYEHU U PENPOTyKTUBHOW CUCTEMBI y MYy»4HUH. Yallle Bcero npu MyKOBHUCLU03€
BcTpevarorcst mytaruu [-111 kiaccoB, KOTOpbIE MOTHOCTBIO HAPYIIAIOT (PYHKIINIO HOHHOTO KaHasa. BeisBieHne Oonee «Ierkux»
abepparnuii mpecKa3pBaeT ooJiee T0OPOKauYeCTBEHHOE TeUeHHE 3a00eBaHus. Takke, HUTHYUECHEKOTOPBIX MYyTaIlii MOKET
npeznckaspBath perotun CFTR-accormmpoBaHHBIX TUCCEMIHUPOBAHHBIX OPOHX0IKTA30B.

JIByXCTOpOHHSS BpOXKACHHAS aIUIa3nsl CEMSBBIHOCSIINX ITyTEH SABISETCS OJHON U3 OCHOBHBIX HACIIEICTBEHHBIX MPHYMH OCCTIONHS Y
MY>XK4UH ¢ pacnpoctpaHeHHOCThIO 1:1000. [yt JTaHHOTO COCTOSIHUS XapakTepHa OOCTPYKTHBHAS a300CTIEPMHUSI, KOTOPAst U BHI3BIBAET
Oecrutoane y Myx4rH. Yalie Bcero npu 3ToM JaHHOM 3a00JeBaHiN oOHapykuBaercs 1 «rspxenasy myTtanus kiacco [-111 (Hanpumep
F508del) u 1 «wierkas» myranust xiacco [V-V umm ke 2 «rerkue» myTaruu kiiaccoB [V-V. Hanbomnee yacTbIMu MyTaIlsiMH B
€BPOIEICKOM MOMYJISIINY, KOTOPBIE BBI3BIBAIOT ABYXCTOPOHHIOIO BPOXKICHHYIO aIlIa3Hio CEMSBBIHOCSIINX ITyTel, siBistrorest F508del,
a takxe [VS8-5T u R117H. Brisienenne 1 u 6onee adbeppaunii B reHe CFTR mo3BossieT moATBEpIUTh JaHHOE 3a00JICBaHUE.

VY manmeHToB ¢ «ierkuMmy myTtamusmu B reHe CFTR MokeT pa3BUBaThCs pelMIMBHPYIOMNH (FITH XpOHHYECKHA ) TaHKpeaTuT. YacTo
rerepo3uroTHeie abeppamnmu B reHe CFTR cocymectBytoT ¢ mytanusmu B reHax PRSS1 v SPINK 1.

JlaHHBIN TECT MO3BOJIAET BBHISBIATH KaK CaMble paclpOCTPaHEHHBIE B poccHiickoi momyJsiiun adbeppanuu (F508del, [507del,
1677delTA, 2143delT, 2184insA, 394delTT, 3821delT, L138ins, 604insA, 3944delGT, 4015delA, 4022insT, CFTRdel2,3, W1282X,
G542X, N1303K, 3849+10kbC>T) ,npoBOAMTH CKPUHUHT Ha OoJjiee peakue adeppaun (c.1543 1555del, ¢.2051 2052del,
¢.2051_2052dup, ¢.2051_2052delinsG, c.243del, c.233del, ¢.233dupT, c.410_416del, c.409 _412del, c.424del, c.429del, c.433del,
c.459_476del, c.488del, c.3808del, c.3767dupC, ¢.3773dupT, ¢.3851 3852dup, c.3883 3886delATTT), a Tarxke IETEKTUPOBATH
cnenuduaHble adbeppauuu,xapakrepubie 11 CFTR-acconmmmpoBannsix adbeppanuii (R117H, IVS8-5T).

Jata Beimonuenus uccaegosanus: 22.03.2023 Uccnenopanue Beimonnmit: Koabuenko O. JI
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