(Tevomen

e —

000 «TEHOMEO»

HOp. agpec: 105005, Poccus, r. Mockea, yn. BaymaHckas, a. 50/12, ctp. 1
®axkT. agpec: 107014, r. Mockea, yn. KoponeHko, o. 8

WHH/KMMN 7701759381/770101001  OIPH 1077763509977
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3akjarouyeHue

Mo pe3yjabTaTaM CKPUHUHI'A HA YaCTO BCTPCUAOIIHUECHA MYTAllUHU HACIEACTBCHHBIX 3a00J1€eBaHMIi

IManuenr:
Jara poxnenus:
Homep ucciienoBanus:

[dara 3a00pa maTrepuaJa:
Jara mocrynjieHus MaTepuaJia B J1adopaTopuio
JlaTa roToOBHOCTH aHAJM3A:

Hccienyemblii BApHAHT

| I'en | PesyabTar

BposkeHHas HeMepeHOCHMOCTb (PPYKTO3HI

chr9:104189856C>G (rs1800546) |aLDOB | oGHapysxen
Bonesnr Bunscona
chr13:52518281G>T (rs76151636) laTP7B |ize oGHapysen
MyxkoBucu03
chr7:117170953G>T (rs121908751) CFTR e 0BHApYIKEH
chr7:117199644ATCT>A (rs113993960) CFTR He oGHapyKeH
chr7:117199666AAT>A (rs121908776) CFTR He 0BHApYIKEH
chr7:117232231AT>A (rs121908812) CFTR He oGHapyKeH
chr7:117280015C>T (rs75039782) CFTR He 00HapyXeH
chr7:117282620G>A (rs77010898) CFTR e 0BHApYIKEH
chr7:117292931C>G (rs80034486) CFTR He 00HapyXKeH

Heﬁkoaﬂued)anonamﬂ C BOBJICUCHHWEM CTBOJIAa 'OJIOBHOT'O MO3ra U CIIMHHOI'O MO3ra U NNOBBIICHUEM

KOHICHTpAlWU JIaKTaTa

chr1:173800770T>C,G (rs142433332) |DAR82 |He 00HApYKEH
Cunapom CmuTa- Jlemnmu-Onuna
chr11:71152447C>T (rs11555217) [DHCR7 [ize oGHapysen
I"anakro3emus
chr9:34648167A>G (rs75391579) GALT He OGHApYIKeH
chr9:34649029G>T (rs111033773) GALT He 00HapyXeH
Tyroyxocts
chr13:20763452A>G (rs80338945) GJB2 He 00HApyXeH
chr13:20763485AG>A (rs80338943) GJB2 He OGHApYIKeH
chr13:20763553CA>C (rs80338942) GJB2 He 00HAPYKEH
chr13:20763612C>T (rs72474224) GJB2 He OGHApYIKeH
chr13:20763685AC>A (rs80338939) GJB2 He oGHApYIKeH
Bonesnp Tes -Cakca
chr15:72642859C>G, T (rs121907954) [HEXA | oGHapysxen
Mykonosnucaxapuzo3 , THn I
chr4:981646C>T (rs121965020) libua [sre oGHapysen
DEHUTKETOHYPHUS
chr12:103234271G>A (rs5030858) PAH He 00HapyXKeH
chr12:103234285G>A (rs5030857) PAH He oOHapyXeH
CI/IH)IpOM MHOXECTBCHHBLIX BPOXICHHBIX aHOMaJ’II/II\/'I, TUIIOTOHUH U Cy}lOpOF, Tun I
chr18:59774218C>G, T (rs376355678) PIGN He oGHApYKeH

[TonnkicTo3 MOYEK ¢ MOIMKHUCTO30M  TIeYEHH MK 0€3 HEero , THII 4
chr6:51889738G>A (rs200391019) PKHD1 He 00HapyKeH
chr6:51947999G>A (rs137852944) PKHD1 He o0HapyXeH

BpoxxaenHoe HapylieHue TJIMKO3UIMPOBaHus, Tl la
chr16:8905010G>A (rs28936415) PMM?2 He 00HapyKeH




Hccaenyemblii BApUAHT | I'en |

Pe3yabTart
Juactpodudeckas JIUCTIIA3Ks
chr5:149359991C>T (rs104893915) |SLC26A2 |He oOHapyXEH
Tyroyxocts
chr7:107315496 T>C (rs80338848) |SLC26A4 |He oOHapyXeH

NmmynokocTHas auciutazus Hlumke

chr2:217342939G>T (rs119473033) |sSMARCAL1 |ize oGHapysxen
HeiipoHaJIbHBIN LEPOUAHBIH JTUTO(YCIHHO3
chr11:6638271G>A (rs119455955) TPP1 HE 00HApyKEH
chr11:6638385C>G (rs56144125) TPP1 HE 00HApYXKEH
CungpoM Yiepa, Tun 2a
chr1:215901574C>T (rs111033364) USH2A HE 00HApyXKeH
3AKVIFOYEHHUE

HocurenbcTBO uccienyeMblx BapHaHTOB HE OOHapykeHO. Puck poxaeHus pebeHka ¢ ayTOCOMHO-
periecCCUBHBIMU 3a00JIEBAHUSMU, IPUIUHON KOTOPBIX MOTYT OBITh HCCIIEyeMble MyTallUU, HU3KHIA.
BTo e Bpewms, ucCleOBaHHE HE HCKIIOYAEeT BCEX BO3MOXHBIX T'€HETHYECKHUX HAPYIICHUH Kak Yy

o6cnez(yeM0ro, TaK Uy 6YILYH_IGFO pe6eHKa, B TOM YHUCJIC APYT'UX, Oonee PCAKUX MYTaI_II/Iﬁ B I'CHaX, CBA3aHHBbIX
C HaCJICACTBCHHBIMU 3a00JIEBAHUSIMHU.

Bpau-renerux,




