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NMnoaroToOBKA K BEPEMEHHOCTW - pacwmpeHHas naHenb

OnucaHue naHenu

Puck poxaeHus pebeHka ¢ HacrneCTBEHHOW naToriormen ectb y Bcex pogutenen. MNpubnmantenbHO NonoBuHa Bcex
cny4yaeB HacrnegoBaHus GonesHen NponcxoaunT, korga oba poanTenst He CTpagatoT HacneACTBEHHbIMKU 3aboneBaHnsaMy,
OlHaKO, ABMSKTCA HOCUTENAMMU MOBPEXAEHHbIX TEHOB B reTepPO3NroTHOM COCTOSHMM (KOrda ogHa XpomMocoMa Hecet
NOBPEXAEHHBIV TEeH, a Apyras — HOpManbHbI). V3BECTHO, YTO KaXabl YErOBEK SIBNSAETCA CKPbITbIM HOCUTENEM B
cpegHem 7-10 MyTauuin B reHax, OnNpenenswolmx pasBUTUE HacneAcTBEHHbIX 3aboneBaHuW. [aHHbIA aHanus
HanpaBfeH Ha BbISIBNEHNE reTEePO3MroTHOr0 HOCUTENbCTBA MyTauMW B reHax, NpuBOASALMX K BO3HWKHOBEHMIO
pacnpocTpaHeHHbIX HacneACcTBeHHbIX 3aboneBaHuin. OOHapyXeHMe Takoro HOCUTENbCTBA MNO3BONUT wusbexatb
poxaeHusa 6GonbHoro pebeHka mMyTeM npoBedeHus [OPOAOBOW (NpeHaTanbHOW MMM NpevMMniaHTaunoHHON)
aunarHoctmkn. B xope uvccnegoBaHusi MpPOTECTUPOBaHbI MyTauuyM B FeHax, OTBETCTBEHHbIX 3a BO3HMKHOBEHUE
HacneacTBeHHbIX 3aboneBaHnii Heobxoammo noHumaTb, YTO MPOTECTUPOBAHbLI HE BCE, @ TOMbKO YacTble MyTaLumu,
NnoaToMy NpoBefEHHOE WCCNefOBaHWE He WCKITIYaeT PUCK HOcUTenbCTBa Bonee peakux myTauui B McCnegyembix
reHax, a Takke HOCMTENbCTBO MyTauui B reHax Apyrnx 3abonesaHui, KOTOPbIX K HACTOSALWEMY BpEMEHM onmcaHo 6onee
6000. NMpu oBGHapyxeHUn MyTaumm HeobxoamMma KOHCYNbTaLMsa Bpaya-reHeTuka.

TecTtupoBaHue MmyTauun npooantca metogoM MNLP ¢ ncnonssoeaHnem TagMan npo6 Ha MUKPOQIIOMAHBIX NNaHweTax

AHanusnpyemblie reHbl U MyTaLum

ACADM (c.997A>G), ARSA (c.1283C>T, c.465+1G>A), ATP7B (c.1770insT, c.3207C>A, c.3402delC), BTD (c.511G>A,
.98 104del7ins3), CFTR (c.54-5940 273+10250del (del21kb), c.1521 1523delCTT, c.3909C>G, c.3846G>A, c.3691delT,
€.262_263delTT, ¢.2012delT, c.1624G>T, c.1545_1546delTA, ¢.274G>A), DHCR7 (c.278C>T, c.452G>A, ¢.976G>T), FAH (c.554-
1G>T (IVS6-1G>T), ¢.1062+5G>A (IVS12+5G>A)), G6PC (c.1039C>T), GAA (IVS1AS-13t->g (c.-32-13T>G)), GALT (C.563A>G,
¢.855G>T), GBA (c.1226A>G, ¢.1448T>C), GJB2 (c.35delG), HADHA (c.1528G>C), IDUA (c.1205G>A, c.208C>T), IKBKAP
(c.2204+6T>C), LAMB3 (c.1903C>T), MEFV (c.2080A>G, c.2177T>C), NBN (c.657_661delACAAA), PAH (c.1066-11G>A,
€.1222C>T, ¢.1315+1G>A, €.782G>A, ¢€.842C>T), PEX1 (c.2528G>A), PEX7 (c.875T>A), PKHD1 (c.107C>T), PMM2 (c.422G>A),
SERPINAL (c. 1096G>A), SLC26A2 (c.-26+2T>C (IVS1+2T>C), ¢.835C>T)

PesynbTtaTt
PesynbTat
CFTR €.3909C>G (p.Asn1303Lys) | OBHAPY>KEHA MYTALMA B FETEPO3UTOTHOW ®OPME
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Fen RSID MyTauums (HT) MyTaums (AK) {s%o'mn Fenotun (AK) KommeHTapui

ACADM rs77931234 | c.997A>G p.Lys333Glu AIA Lys/Lys HE OBHAPYXEHO

ARSA rs28940893 €.1283C>T p.Pro428Leu c/C Pro/Pro HE OBHAPY>XXEHO
rs80338815 | c.465+1G>A G/G HE OBHAPYXEHO

ATP7B €.1770insT p.Gly591Trpfs N/N Gly/Gly HE OBHAPY>XEHO
rs76151636 | c.3207C>A p.His1069GIn C/C His/His HE OBHAPY>XEHO
rs137853281 | c.3402delC p.Alal135Ginfs N/N Ala/Ala HE OBHAPYXXEHO

BTD rs13073139 c.511G>A p.Alal71Thr GIG Ala/Ala HE OBHAPY>XEHO
rs80338684 €.98_104del7ins3 p.Cys13Phefs N/N Cys/Cys HE OBHAPY>XXEHO

CFTR rs121908776 | c.1545_1546delTA p.Tyr515_Arg516delinsTer | N/N Tyr,Arg/Tyr,Arg HE OBHAPY>XEHO
rs113993959 | c.1624G>T p.Gly542Ter GIG Gly/Gly HE OBHAPYXEHO
rs121908812 | c.2012delT p.Ser670_Leu671linsTer N/N Ser,Leu/Ser,Leu | HE OBHAPY>XEHO
rs121908769 | c.262_263delTT p.Leu88llefs N/N Leu/Leu HE OBHAPY>XXEHO
rs121908751 | c.274G>A p.Glu92Lys GIG Glu/Glu HE OBHAPYXEHO
rs121908783 | c.3691delT p.Ser1231Profs N/N Ser/Ser HE OBHAPYXXEHO
rs77010898 €.3846G>A p.Trp1282Ter GIG Trp/Trp HE OBHAPYXEHO
rs80034486 | ¢.3909C>G p.Asn1303Lys CIG Asn/Lys OBHAPY>XEHA MYTALINA

B FETEPO3UTOTHOW
POPME
rs113993960 | c.1521 1523delCTT | p.Phe508del N/N Phe/Phe HE OBHAPYXXEHO
c.54- p.Serl8Argfs*16 N/N Ser/Ser HE OBHAPY>XXEHO
5940 _273+10250del
(del21kb)

DHCRY7 rs80338853 | ¢.278C>T p.Thro93Met C/C Thr/Thr HE OBHAPY>XEHO
rs11555217 C.452G>A p.Trpl51Ter GIG Trp/Trp HE OBHAPY>XXEHO
rs80338859 | c.976G>T p.Val326Leu G/G Val/Val HE OBHAPY>XEHO

FAH rs80338901 | c.1062+5G>A G/G HE OBHAPYXXEHO

(IVS12+5G>A)

21205, ropoag Mocksa, TeppuTopmsi CKONMKOBO MHHOBALMOHHOTO LieHTpa, bynbeap
6onbLuon, Aom 42, ctpoeHue 1, atax 1 nom. 334 pab. mec. 52
OlPH: 1217700203632 MHH: 9731078633

Ctp.2uns3 4

www.genetico.ru
8800 250 90 75




WaeHtudpmkatop/Ne gorosopa: 209***

BHyTpeHHWIN Homep: F3*** future inside L V4
damunusa, nms, otyectso obeneayemoro: UBaHoB UBaH MBaHOBUY ®
Oata poxpgeHus o6eneayemoro (OO.MM.ITTT): 21.10.1990

Mon o6cnegyemoro (M2K): m

MaTepuan ans aHanusa: nepudepuyeckas KpoBb AO «UrPM «FEHETUKO»

KnuHuka: - 77.01.
[Oata nonyyeHusa matepuana: 16.01.2020 flnuensun 110-77-01-017137

[ata Bbigaun: 25.02.2020

Fen RSID MyTauums (HT) MyTaums (AK) FeHotun | NeHotun (AK) KommeHTapui
(HT)
rs80338895 | ¢.554-1G>T (IVS6- GIG HE OBHAPYXXEHO
1G>T)
G6PC rs80356487 ¢.1039C>T p.GIn347Ter CiC GIn/GIn HE OBHAPYXEHO
GAA rs386834236 | IVS1AS-13t->g (c.- TIT HE OBHAPY>XEHO
32-13T>G)
GALT rs75391579 | c.563A>G p.GIn188Arg AIA GIn/GIn HE OBHAPYXEHO
rs111033773 | ¢.855G>T p.Lys285Asn G/IG Lys/Lys HE OBHAPY>XEHO
GBA rs76763715 c.1226A>G p.Asn370Ser AIA Asn/Asn HE OBHAPYXEHO
rs421016 €.1448T>C p.Leu483Pro T/T Leu/Leu HE OBHAPYXXEHO
GJB2 rs80338939 | c.35delG p.Glyl2Vvalfs N/N Gly/Gly HE OBHAPYXXEHO
HADHA rs137852769 | c.1528G>C p.Glu510GIn GIG Glu/Glu HE OBHAPY>XXEHO
IDUA rs121965019 | c.1205G>A p.Trp402Ter GIG Trp/Trp HE OBHAPY>XXEHO
rs121965020 | c.208C>T p.GIn70Ter C/C GIn/GIn HE OBHAPYXEHO
IKBKAP rs111033171 | c.2204+6T>C TT HE OBHAPY>XEHO
LAMB3 rs80356682 €.1903C>T p.Arg635Ter CiC Arg/Arg HE OBHAPYXXEHO
MEFV rs61752717 c.2080A>G p-Met694Val AIA Met/Met HE OBHAPYXEHO
rs28940579 | ¢.2177T>C p.Val726Ala TIT Val/Val HE OBHAPYXXEHO
NBN rs587776650 | c.657_661delACAAA | p.Lys219Asnfs N/N Lys/Lys HE OBHAPY>XXEHO
PAH rs5030855 €.1066-11G>A G/G HE OBHAPYXEHO
rs5030858 €.1222C>T p.Arg408Trp C/C Arg/Arg HE OBHAPYXEHO
rs5030861 €.1315+1G>A GIG HE OBHAPYXXEHO
rs5030849 C.782G>A p.Arg261GIn G/G Arg/Arg HE OBHAPYXXEHO
rs5030851 c.842C>T p.Pro281Leu C/C Pro/Pro HE OBHAPY>XXEHO
PEX1 rs61750420 | c.2528G>A p.Gly843Asp G/G Gly/Gly HE OBHAPYXXEHO
PEX7 rs1805137 c.875T>A p.Leu292Ter TT Leu/Leu HE OBHAPYXXEHO
PKHD1 rs137852944 | c.107C>T p.Thr36Met C/C Thr/Thr HE OBHAPYXXEHO
PMM2 rs28936415 | c.422G>A p.Argl141His G/G Arg/Arg HE OBHAPYXXEHO
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(HT)
SERPINAL | rs28929474 c. 1096G>A p.Glu342Lys GIG Glu/Glu HE OBHAPY>XXEHO
SLC26A2 rs386833492 | c.-26+2T>C TIT HE OBHAPY>XXEHO
(IVS1+2T>C)
rs104893915 | c.835C>T p.Arg279Trp c/C Arg/Arg HE OBHAPY>XXEHO

Bpau-reHeTuk

CodpoHosa A.B.

Bpau-nabopaTopHbIl reHETUK

TBeneHnéra A.A.
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