INVITRO

PNo
Mon: XeH
Bospacr: 41 ropn
NH3: 999999999
[JaTta B34Tns obpasua: 28.03.2023
[aTta nocrynnenusi obpasua:  30.03.2023
Bpau: 30.03.2023
[aTta neyatu pesynbTata: 30.03.2023
UccneposaHue PesynbTat KoMMeHTapwuii

HocuTenbctBo Hacnea.6onesHen Yy CM.KOMM. Pe3ynbTaT NpuiaraeTcs Ha OTAE/bHOM 6naHke

MaTepu

BHuMaHKe! B aneKTpoHHOM 3k3eMmnisipe 611aHka Ha3BaHUe UCCNef0BaHUS COAEPXKUT CChIfIKY Ha CTpaHuULYy caiTa
http://www.invitro.ru/ ¢ onMcaHuem uccnegoBaHus.

Pe3yanaTbI MCCﬂe,D.OBaHMl)lI HE ABNAKTCA ANAarHO30M, Heobxoanma KOHCY/lbTaUu4a cneunanncra.
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NABEOPATOPUSA MOJNEKYNAPHOW MNATONOIMUMK
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mo pesyjbTrarTaM CKPpUHHMHIAa HA YaCTO BCTpEeYaAIIHECHd MyYTallMUM HACJIEACTBEHHBIX 3a00JIeBaHUI

IMauueHT: Jata 3a0opa MmaTepuaJja:
Jara poxaenusi: Ilon: XXenckui JlaTa mocTynjeHHsi MaTepHajaa B jJadopaTopuio:
Bun 6momarepunana: Kposs EDTA JlaTa roTOBHOCTH aHAJIM3A:

HOMep HCCJIECA0OBAHUA:

Homep 3aka3a:

UccneayeMbit BapuaHT | Fen | PesynbTart
BpoxkaeHHana HenepeHOCMMOCTb (DPYKTO3bl
chr9:104189856C>G (rs1800546) |ALDOB |He obHapyKeH
BonesHb BunbcoHa
chr13:52518281G>T (rs76151636) [ATP7B |He o6Hapysken
MykoBucLUMA03
chr7:117170953G>A,T (rs121908751) CFTR He obHapyrKeH
chr7:117199645TCTTT>TT (rs113993960) CFTR He obHapyrKeH
chr7:117199666AATATAG>AATAG (rs121908776) CFTR He obHapyrKeH
chr7:117232231ATTA>ATA (rs121908812) CFTR He obHapyrKeH
chr7:117280015C>T (rs75039782) CFTR He OBGHapyKeH
chr7:117282620G>A (rs77010898) CFTR He OBGHapy’KeH
chr7:117292931C>G (rs80034486) CFTR He OBGHapyKeH

JlenKkosHuedasionaTtmMs C BOBJ€YEHMEM CTBOJ1a FNOJIOBHOMO MO3ra M CIIMHHOIO MO3ra M NOBbILLEHUEM
KOHLIEHTpauMu laKkTarta

chr1:173800770T>C (rs142433332) |DARSZ |He obHapyKeH
CuHgpom Cmuta-Jleman-Onuuya
chr11:71152447C>T (rs11555217) |DHCR7 |He obHapy:KeH
FanakTozemms
chr9:34648167A>G (rs75391579) GALT He OBGHapyKeH
chr9:34649029G>T (rs111033773) GALT He obHapyrKeH
Tyroyxoctb
chr13:20763452A>G (rs80338945) GJB2 He obHapyrKeH
chr13:20763485AGGGC>AGGC (rs80338943) GJB2 He obHapy»KeH
chr13:20763553CA>C (rs80338942) GJB2 He obHapyrKeH
chr13:20763612C>T (rs72474224) GJB2 He obHapyrKeH
chr13:20763685ACCCCCCA>ACCCCCA,ACCCCCCC (rs80338939) GJB2 He obHapyrKeH
BonesHb Tea-Cakca
chr15:72642859C>G,T (rs121907954) [HEXA |He o6HapyeH
Mykonosmncaxapmgos, tvn |
chr4:981646C>T (rs121965020) [IDUA |He o6HapyskeH
deHUNKeToHypHA
chr12:103234271G>A (rs5030858) PAH He OOHapy»KeH
chr12:103234285G>A (rs5030857) PAH He OOHapyKeH
CUHAPOM MHOXXECTBEHHbIX BPOXKAEHHbIX aHOMaJIMIM, TMMOTOHUU U cyaopor, Tvn |
chr18:59774218C>T,G (rs376355678) PIGN He OOGHapyKeH
MOAMKMCTO3 NOYEK C MOSMKUCTO30M NEYEHU UM 6BE3 HEro, TMN 4
chr6:51889738G>A (rs200391019) PKHD1 He OOGHapyKeH
chr6:51947999G>A (rs137852944) PKHD1 He OOHapyKeH

Bpomp,eHHoe HapyuweH1e rmmkKo3ninpoBaHmAa, Tmn la




Uccnepyembiit BapraHT FeH Pesynbtar
chr16:8905010G>A (rs28936415) PMM2 He obHapyeH
Anactpodumyeckan gucnnasmsa
chr5:149359991C>T (rs104893915) [SLC26A2 |He o6HapyxeH
TyroyxocTtb
chr7:107315496T>C (rs80338848) |SLC26A4 |He o6HapyskeH
MMMyYHOKOCTHaa amucnnasma Lnmke
chr2:217342939G>T (rs119473033) |[SMARCAL1 |He o6HapyxeH
HelMpoHaibHbIM LepoUaHbIA AMNodyCUUHO3
chr11:6638271G>A (rs119455955) TPP1 He obHapyKeH
chr11:6638385C>G,A, T (rs56144125) TPP1 He OBGHapy’KeH
CuHppom Yuwepa, T1Mn 2a
chr1:215901574C>T (rs111033364) |USH2A He obHapy»KeH
3AKJIOHEHUE

HocuTenbcTBO MCCefyeMblXx BapWMAHTOB He O06HapyXKeHo. PUCK poxAeHusa pebeHKa C ayTOCOMHO-
peueccrBHbIMU 3a60/1€BAHUAMM, MPUUMHOM KOTOPbIX MOFYT 6biTb MCCeAyemble MyTaumm, HUSKMMA.
B TO e Bpemsa, UCCieAoBaHME HE UCKIIIOYAET BCEX BO3MOMKHbIX FEHETMUYECKUX HApYLUEHUI KaK Y 06cieayemoro,
Tak M y 6yayuero pebeHKa, B TOM 4ucsae ApYyrux, 6osiee peaKMX MyTauui B reHax, CBA3aHHbIX C
Hac/ieACTBEHHbIMM 3a60/1€BAHUAMM.

Bpay-reHeTuk,
Kunesckasa lOamna KnpunnosHa




