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CKpPUHHHI HA HACJIEICTBEHHbIE 3200/1eBAHNUS NPH IVIAHHPOBAHUH OepeMeHHOCTH
(54 nHanbo.s1ee pacnpocTpaHEHHBIX MYy TAIIMH)

IanueHt: aTa 3a6opa kpoBu:
JaTa poxxaenus: Homep kapTsl:

OnucaHue naHenu

Puck poxaeHns pebeHka ¢ HacneaCTBEHHOW naTtonornei ectb y Bcex poauntenen. MNpubnnsutensHo nonosmHa
BCEX ClNy4yaeB HacnegoBaHus GonesHel npoucxoauT, korga oba poavTens He CTpafjaroT HacneaCTBEHHbIMU
3aboneBaHVsaMMW, OQHAKO, SABMAAIOTCA HOCUTENAMU MOBPEXAEHHbIX FEHOB B FETEPO3UroTHOM COCTOSHWUU (Koraa
OfiHa XpPOMOCOMa HeceT MOBPEeXAEHHbIN reH, a Apyras — HOopMmanbHbIA). MI3BECTHO, YTO KaxAbl YernoBek
ABMAETCA CKPbITbIM HOCUTENEM B cpegHeMm 7-10 myTauuid B reHax, onpefensownx passutme HacneacTBeHHbIX
3abonesaHui. [JaHHbIA aHanu3 HanpaefeH Ha BbISBMEHNE reTepO3UroTHOrO0 HOCUTENbLCTBA MyTaLUuWii B reHax,
NPMBOAALUMX K BO3HWKHOBEHUIO PacnpOCTPaHEHHbIX HAcneACTBeHHbIX 3abonesaHui. OBHapyXeHue Takoro
HOCWUTENbCTBA NO3BONMUT u3bexaTb poxaeHUs 6OonbHOro pebeHka nyTem nNpoBeAeHuWs LOpPOJOBOM
(NnpeHaTanbHOW MNK NpenMnnaHTaunoHHOW) AnarHoCcTukN. B xode nccnenosaHms NpoTecTMpoBaHbl MyTauuy B
reHax, OTBETCTBEHHbIX 3a BO3HWKHOBEHWE HacneACTBeHHbIX 3abonesaHuii. HeobxogMMO NOHWMATbL, 4YTO
NPOTECTUPOBaHbl HE BCE, a TONMbKO YacTble MyTauuu, NO3TOMY NPOBEAEHHOE WCCMnedoBaHWe He WUCKIoYaeT
puCK HocuTenbCcTBa Gonee pedkux MyTauvili B UCCNedyeMbIX reHax, a Takke HOCUTENbCTBO MyTauui B reHax
Apyrux 3abonesaHuii, KOTOPbIX K HacTosLemy BpemMeHu onucaHo 6onee 6000. lMpu obHapyxeHun myTtauuu
HeoOxo4Mma KOHCynbTaums Bpava-reHeTuka.

TecTtupoBaHue myTtauui nposogutca metogom [MLUP c mcnonbsoBaHuem TagMan npo6 Ha MUKpODOUAHBLIX
nnaHweTax.

AHanusupyeMble reibl n MyTauumm

ACADM (c.997A>G), ARSA (c.1283C>T, ¢.465+1G>A), ATP7B (c.1770insT, ¢.3207C>A, ¢.3402delC), BTD (c.511G>A,
c.98_104del7ins3), CFTR (c.54-5940_273+10250del (del21kb), c.1521_1523delCTT, ¢.3909C>G, c.3846G>A, ¢.3691delT,
€.262_263delTT, ¢.2012delT, ¢.1624G>T, c.1545_1546delTA, c.274G>A), DHCR7 (c.278C>T, ¢.452G>A, ¢.976G>T), FAH
(c.554- 1G>T (IVS6-1G>T), €.1062+5G>A (IVS12+5G>A)), GEPC (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,
€.208C>T), IKBKAP (c.2204+6T>C), LAMB3 (c.1903C>T), MEFV (c.2080A>G, ¢.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)

Pe3ynbTar:
Wccnepyembix MyTauun cpean ykasaHHbIX reHOB He ODHapyXeHO.

TEXHUYECKNHU OTYET

leH RSID MyTauumsa (HT) MyTtauus (AK) (F::)omn Fenotun (AK) KommeHTapuin

ACADM rs77931234 C.997A>G p.Lys333Glu AIA Lys/Lys HE OBHAPY>XEHO

ARSA rs28940893 €.1283C>T p.Pro428Leu CiC Pro/Pro HE OBHAPY>XEHO
rs80338815 C.465+1G>A GIG HE OBHAPY>XXEHO

ATP7B €.1770insT p.Gly591Trpfs N/N Gly/Gly HE OBHAPY>XEHO
rs76151636 c.3207C>A p.His1069GIn CiC His/His HE OBHAPY>XEHO
rs137853281 | c.3402delC p.Alal135GInfs N/N Ala/Ala HE OBHAPY>XXEHO

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




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 OBHAPY>XEHO
rs121908812 | c.2012delT p.Ser670_Leu671linsTer N/N Ser,Leu/Ser,Leu | HE OBHAPY>XXEHO
rs121908769 | c.262_263delTT p.Leu88llefs N/N Leu/Leu HE OBHAPY>XXEHO
rs121908751 | c.274G>A p.Glu92Lys GIG Glu/Glu HE OBHAPY>XEHO
rs121908783 | c.3691delT p.Ser1231Profs N/N Ser/Ser HE OBHAPY>XXEHO
rs77010898 c.3846G>A p.Trpl282Ter GIG Trp/Trp HE OBHAPY>XEHO
rs80034486 €.3909C>G p.Asn1303Lys CiC Asn/Asn HE OBHAPY>XEHO
rs113993960 | c.1521_1523delCTT | p.Phe508del N/N Phe/Phe HE OBHAPY>XEHO

c.54- p.Ser18Argfs*16 N/N Ser/Ser HE OBHAPY>XXEHO
5940 273+10250del
(del21kb)

DHCR7 rs80338853 c.278C>T p.Thr93Met c/iCc Thr/Thr HE OBHAPY>XXEHO
rs11555217 C.452G>A p.Trpl51Ter GIG Trp/Trp HE OBHAPY>XEHO
rs80338859 c.976G>T p.Val326Leu GIG Val/Val HE OBHAPY>XEHO

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

(IVS12+5G>A)
rs80338895 | ¢.554-1G>T (IVS6- G/G HE OBHAPY>XEHO
1G>T)

G6PC rs80356487 €.1039C>T p.GIn347Ter CiC GIn/GIn HE OBHAPY>XEHO

GAA rs386834236 | IVS1AS-13t->g (c.- TIT HE OBHAPY>XXEHO

32-13T>G)

GALT rs75391579 ¢.563A>G p.GIn188Arg AIA GIn/GIn HE OBHAPY>XEHO
rs111033773 | c.855G>T p.Lys285Asn GIG Lys/Lys HE OBHAPY>XEHO

GBA rs76763715 €.1226A>G p.Asn370Ser AIA Asn/Asn HE OBHAPY>XEHO
rs421016 €.1448T>C p.Leud83Pro TIT Leu/Leu HE OBHAPY>XEHO

GJB2 rs80338939 | c.35delG p.Glyl2Valfs N/N Gly/Gly HE OBHAPY>XEHO

HADHA rs137852769 | ¢.1528G>C p.Glu510GIn G/G Glu/Glu HE OBHAPY>XEHO

IDUA rs121965019 | c.1205G>A p.Trp402Ter GIG Trp/Trp HE OBHAPY>XEHO
rs121965020 | c.208C>T p.GIn70Ter C/C GIn/GIn HE OBHAPY>XEHO

IKBKAP rs111033171 | ¢.2204+6T>C TIT HE OBHAPY>XEHO

LAMB3 rs80356682 €.1903C>T p.Arg635Ter c/iC Arg/Arg HE OBHAPY>XXEHO

MEFV rs61752717 c.2080A>G p.Met694Val A/A Met/Met HE OBHAPY>XXEHO
rs28940579 c.21777>C p.Val726Ala TIT Val/Val HE OBHAPY>XXEHO

NBN rs587776650 | c.657_661delACAAA | p.Lys219Asnfs N/N Lys/Lys HE OBHAPY>XEHO

PAH rs5030855 c.1066-11G>A GIG HE OBHAPY>XXEHO
rs5030858 €.1222C>T p.Arg408Trp C/C Arg/Arg HE OBHAPY>XEHO
rs5030861 ¢.1315+1G>A G/G HE OBHAPY>XEHO
rs5030849 C.782G>A p.Arg261GIn GIG Arg/Arg HE OBHAPY>XXEHO




rs5030851 c.842C>T p.Pro281Leu CiC Pro/Pro HE OBHAPY>XEHO
PEX1 rs61750420 | c.2528G>A p.Gly843Asp GIG Gly/Gly HE OBHAPY>XEHO
PEX7 rs1805137 c.875T>A p.Leu292Ter TIT Leu/Leu HE OBHAPY>XEHO
PKHD1 rs137852944 | c.107C>T p.Thr36Met CIC Thr/Thr HE OBHAPY>XEHO
PMM2 rs28936415 C.422G>A p.Argl41His GIG Arg/Arg HE OBHAPY>XEHO
SERPINAL | rs28929474 [c. 1096G>A p.Glu342Lys G/G Glu/Glu HE OBHAPY>XEHO
SLC26A2 rs386833492 [c.-26+2T>C T/T HE OBHAPY>XXEHO
(IVS1+2T>C)
rs104893915 (c.835C>T p.Arg279Trp C/C Arg/Arg HE OBHAPY>XXEHO

Ha3snauennsrii tect/ HpO(l)I/IJIL: CrnHaabHas MBIIICYHAS anO(I)I/ISI, HCClIeJOBaHNE KOJINUeCcTBa KOIHii

3Kk30HOB 7-8 reroB SMN1 1 SMN2.

3ak/Il0ueHHe. MPOBEACHO UCCIIeJOBAaHNE KOJTMYecTBa Konuid 9k30HOB /-8 reHoB SMN1 u SMN2
metosiom MLPA. B pe3ynbrate y o0cienyemMoit 3aperucTpupoBaHo 2 komuu Sk30H0B 7-8 rena SMN1 u 2
KOIUU 3K30HOB /-8 rena SMN2.

Buaumanmne!!! Hamnune 2-x xonuit sx30Ha 7 reHa SMN1 sBisieTcss HopMoid. OHAKO, B PEIKUX CITydasiX,
IpU HAIM4YMK 2-X Konuif sk30Ha 7 reHa SMN1 cymiectByeT BeposiTHOCTb, 4To 00e konuu rena SMN1
HaxXoAsTcs Ha 0HOM XpoMocoMme. JJ1s1 KOppeKTHOM HHTepIpeTaliy JaHHBIX HEOOX0MMa KOHCYJIbTAIUs
Bpaya-reHeTHKa.

Bpay KON: Apresa O.A.,
MevyépuHa E 1O.




