[a b AxumoHepHoe obwectBo «JlabKBect»

Quest OFPH 1167746128692
1 ] 121059, r. Mockea, bepexkoBckas Hab., a. 20, ctp. 13

JIABOPATOPWA BYAYLWErO LAB OF THE FUTURE

MauwnenT: TECT TECT

3akas: Data peructpauum: 24.06.2025
Data poxaeHus: 10.10.1980 BospacT: 44 1. Mon: M
Nny: O6paseu pesynbTaTa Kopg INY: 99991264

FrEHETUYMECKUE UCCJIENOBAHUA.

ﬂaTa B3ATUA GuomaTepMana:
3anBka: 7023623678 Marepuan: Kposb BeHosHas (c OLTA)

Uccneposanue: HAMT Makc

MapameTtp Pe3ynbTart
TecT Ha HOCUTENbLCTBO HacneacTBeHHbIX 3aboneBaHui CM. 3aKIiro4eHune B NpunoxXeHuu.
Pe3ynbmam nabopamopHoeo uccnedosaHusi He siesemcs OuazHo30M, UHMepnpemayusi TNuuenauna Ne 11041-01137-77/00311104 ot 19.01.2017 r.
pesynbmamos npoeoduMcsi C y4emom KITUHUYECKUX nposieneHuli u daHHbIX aHaMHe3a. 1SO 9001:2015 ceptudpmkat cootBetctaust NeRU.097A.00415, peitcteuten 0 19.10.2025

FOCT P MCO 15189-2015 (ISO 15189:2012) cepTucbmkaT cooTBETCTBUS
RU.32101.04>K3A1.209, pencteuteneH o 20.10.2025

NTOrOBbIN PE3YIIbTAT Bpau KINA: Craxkesuy J1. U.

CrtpaHuua 1 3 5 \ i
[ara rotosHOCTM pesynbTaTta: 24.06.2025 12:09 ’ /y\”
[ata nevatu pesynbTata: 24.06.2025 13:40:41 Pe3yanaT Bblaan.: A £ e

noanucb



[a b AxumoHepHoe obwectBo «JlabKBect»

Quest OFPH 1167746128692
1 ] 121059, r. Mockea, bepexkoBckas Hab., a. 20, ctp. 13

JIABOPATOPWA BYAYLWErO LAB OF THE FUTURE

MauwnenT: TECT TECT
3akas: Data peructpauum: 24.06.2025
Data poxaeHusa: 10.10.1980 BospacT: 44 r. Mon: M

Nny: O6paseu pesynbTaTa Kopg INY: 99991264

F’EHETUYECKUE UCCIIEOOBAHWA.
[ata B3aTus 6uomaTtepuana:

3anBka: 7023623678

Marepuan: BeHo3Has kpoBb (npobupka co ctabunusatopom BHeknetodHon OHK)

Tun 6epemeHHOCTH:

Uccneposanue: HAMT Makc

®deTanbHas dpakuus, % PedepeHcHble 3HaYeHus KommeHTapumn

8,00 >=4 %

deTanbHon pakumm AHK goctatouHo gns

[OCTOBEPHOM OLEHKM pucka

Onpepensembin
nokasartenb

Pe3ynbTat
nccnegoBaHus

BeposTHOCTb KommeHTapun

pucka

Tpucomusa 21 (Cungpom JayHa)

Huskun puck

Tpucomusa 18 (CuHgpom 3aBapaca)

Huskun puck

Tpucomusa 13 (Cunagpowm lMatay)

Huskun puck

MoHocomus X (CuHapom
Llepeluesckoro-TepHepa)

Hwuskun pmuck

Tpucomua X, XXX (CuHapom TponHou X)

Huskun pmuck

XXY (CuHgpom KnanHdenbTepa)

Huskun pmuck

XYY (Cungpom Ixeiikobca)

Huskun pmuck

Cungpom XXYY

Huskun pmuck

Cungpom Ou xopoxm

Huskun pmuck

Cungpom 1p36

Huskun pmuck

Cungpom Anrenbmaxa/llpagepa-Bunnu

Huskun pmuck

Cungpom Bonbda-XupLuxopHa

Huskun pmuck

CUHOPOM KoLLavybero Kpuka

Huskun pmuck

Hanunume Y-xpomocombl

Ectb

KommeHTapuii: iccnegoBaHue no3BonsieT onpeaennTb Hanmune Y-XpoMocoMmsbl: ecnn Y-xpomMocoma He oBHapyxnaeTcs, non
nnogaonpegenseTcs kak keHckuii. ObHapyxeHune Y-XpoMOCOMbI ONpeaenseT non nnoga kak Myckown. B cnyvyae gsynnogHom
6epeMeHHOCTM 06HapyxeHue Y-XpOMOCOMbI CBMAETENbCTBYET O TOM, YTO KaK MUHUMYM OJAWH U3 MMOAO0B MMEET MY>KCKOWM MOn.
YCTaHOBMEHHbI NON NnoJa He UCKIoYaeT Hannyne aHeynnouaunin no norioBbIM XpoMocoMaMm, KOTopble B JAHHOM TECTE He
nccnegosanuck. BepoaTHocTb onpegenenns coctasnset 99%.

3aknioyeHune K uccnegoBaHuio: PesynbTaTbl NPOBEAEHHOro TeCTUpoBaHua deTtanbHon dpakumnm JHK ykasbiBatoT Ha HU3KUI
puck Hanuung y nnoga Tpucomum 18 (cuHgpom 3asapaca), Tpucomuun 21 (cungpom [dayHa), Tpucomum 13 (cuHgpom Matay),

moHocomun X (CuHpgpom LlepelweBckoro-TepHepa), Tpucomusa X, XXX (CuHgpom TpowHon X), XXY (CuHgpom

KnanHdpenbTepa), XYY (CuHgpom [xenkobea), CuHgpom XXYY.

OnucaHue uccnepoBanus: HUMT — BbICOKOTOYHOE HEMHBA3MBHOE NMpeHaTanbHoe TecTupoBaHne metogom NGS, koTopoe
BbISBNIAET XPOMOCOMHbIE aHeynnonany, Bknoyas tpucomun 13, 18 1 21, aHeynnongum nonosbix xpoMocom X 1 Y, a Tak xe
MUKPOAENEUNOHHbIX CUHAPOMOB: Mukpogeneuus 22q11.2 (cuHapom Au[bxopaxu), mukpogeneunsa 1p36 (cuHgpom 1p36),
mukpogeneunsa 15q11-13 (cuHapom AHrensmanal/ MNMpagepa-Bunnun), mukpogeneuus 4p16.3 (cuHapom Bonbda-XupLuxopHa),
Mukpogdeneuus 5p15 (CMHAPOM KoLLavbero Kpuvka).

TecT ocHOBaH Ha aHanu3e csobogHouupkynupytlowen OHK nnopa, onpegensiemon B KpoBU >xeHwWwuHbl ¢ 10-i Hegenwn
6epeMeHHOCTH.

HWMT ucnonb3yeT TexHONOrnio nuHeHon amnnudgukaumm OHK, nossonstoLLyto n3bexartb KNOHaNbHOrO HaKonseHNst OLWMOOoK
MUP 1 MMHUManbHOro KONMMYECTBEHHOIO UCKaXXeHNst bubnuoTeku.

BAXHO! Tect HanpaBneH Ha BbiSIBNEHWE aHOMasnni TOMbKO MEPEYUCTIEHHbIX BbillEe XPOMOCOM, C €ro NOMOLLbI HENb3A
BbISIBUTb BCE r€HETMYECKME aHOManNun 1 aHeynnonanmn NonoBbIX XpoMocoMm (X n'Y).

VMccnepoBaHme BbINOTHAETCS C MOMOLLbH CUCTEMbI BEICOKONPOU3BOANTENBHOIO cekBeHmpoBarus lllumina NextSeq 550 (P3H
2021/13216), obecne4vnBatoLLen BbICOKME MOKa3aTeNn YyBCTBUTENBHOCTY Npu onpedenennn tpucomuii 21, 18 n 13, kotopas
oueHuBaeTcsa B 99,17%, 98,24% wn 97,8% cootBeTCcTBEHHO. OHAKO HU OfHA M3 CYLLUECTBYHOLUNX NabopaTopHbIX TECT-CUCTEM

Pe3ynbmam nabopamopHoeo uccnedosaHusi He sinsemcs OuazHo30M, UHmMepnpemayusi AO «JIK-TEHETUKAY, - 1227700289013
pesynbmamos npoeoduMCcs C y4emom KITUHUYECKUX nposieneHuli u daHHbIX aHaMHe3a. 121059, Poccus, r. Mocksa, BH.Tep.r. MyHULMNanbHbIA okpyr [loporommnol
Bepexkosckas, 4. 20, cTp. 95, atax/kom. 1/1
Nuuenanst NeJ1041-01137-77/00956857 ot 04.12.2023r.

MpoTokon uccnenosanusi BoinonHun: Bpay KIA: Craxkesuy J1. L.

OkoHYaTenbHbIN pe3ynbTaT BeinyLweH: dupekTop nponasoacTea JlabKeecT, Bpay KM, k M.H\. CT/éHKeBVN NN,
g d

CtpaHuua 2 us 5 y /
[ata rotoBHOCTW pesynbTata: 24.06.2025 13:39 /o P/ zZ— “ S

[ata neyatu pesynbTata: 24.06.2025 13:40:42




[a b AxumoHepHoe obwectBo «JlabKBect»
Ques [ OrPH 1167746128692
1 ] 121059, r. Mockea, bepexkoBckas Hab., a. 20, ctp. 13

JIABOPATOPWA BYAYLWErO LAB OF THE FUTURE

MauwnenT: TECT TECT

3akas: Data peructpauum: 24.06.2025
Data poxaeHusa: 10.10.1980 BospacT: 44 r. Mon: M
Nny: O6paseu pesynbTaTa Kopg INY: 99991264

He MOXET rapaHTMpPOBaTb OTCYTCTBUE Y NroAa NOObIX reHETUYECKMX OTKITOHEHWIA.

OTpuvuaTtenbHbli pe3ynbTaT TECTUPOBAHUSA HE MOXET MOJSTHOCTbI0 UCKMUYUTL BCE BO3MOXHbIE XPOMOCOMHbIE HApYLUEHMS,
cBas3aHHble ¢ 21, 18, 13 xpomocomamu, Takue Kak MuKpogeneuuu/Mukpoaynnukaumm HebomnblUMX Yy4acTKOB XPOMOCOM.
MeToauka nccrneaoBaHus He NO3BOSET UCKMIOYMTL MO3auUM3M Y Noda U/vnu nnaueHTapHbIi Mo3anumnam no nccrnegyembsim
XPOMOCOMaM, TPaHCoKaLMm XpOMOCOM U TPUMMOUOUIO.

TecTupoBaHWe HENPUMEHMMO Npu 6epemMeHHOCTU Gonee YeM ABYMS Nnogamu, konmdectse peTanbHon dpakumm AHK meHee
4% v cpoke 6epemeHHOCTM MeHee 10 Hegenb.

OrpaHnyeHnsMn Ons NpoBeAeHus TecTa Takke siBnseTcs ogHonnogHas 6epeMeHHOCTb ABOVHEN (CMHOPOM «McHe3arLwero
6nm3HeLa»), TpaHCMMaHTauMs BHYTPEHHUX OPraHOB WIIM KOCTHOTO MO3ra B aHamHe3e, NnepernvBaHue KpOBW B Te4yeHue
nocnegHero roga, Hanmyne OHKOrorM4eckoro 3aboneeaHnsa y 6epemMeHHOoMN.

[ns npaBnnbHOM MHTEepNpeTauumn pesynbTaToB UCCIeA0BaHNs peKOMeH40BaHa KOHCYNbTaLMsa Bpaya-reHeTuka.

Pe3ynbmam nabopamopHoeo uccnedosaHusi He sinsemcs OuazHo30M, UHmMepnpemayusi AO «JIK-TEHETUKAY, - 1227700289013
pesynbmamos npoeoduMCcs C y4emom KITUHUYECKUX nposieneHuli u daHHbIX aHaMHe3a. 121059, Poccus, r. Mocksa, BH.Tep.r. MyHULMNanbHbIA okpyr [loporommnol
Bepexkosckas, 4. 20, cTp. 95, atax/kom. 1/1
Nuuenanst NeJ1041-01137-77/00956857 ot 04.12.2023r.

MpoTokon uccnenosanusi BoinonHun: Bpay KIA: Craxkesuy J1. L.
OKoHYaTenbHbIN pe3ynbTaT BeinyweH: dupekTop npouasoacTea JlabKeecTt, Bpay KINO, k- M.H. C@HKeBMq NN,
CTpaHuua 3 us 5 o 3
[ata rotoBHOCTM pe3ynbTaTa: 24.06.2025 13:39 (i /o
[ata neyatu pesynbTata: 24.06.2025 13:40:42 e




3aKIo4YeHHue
[0 pe3yabTaTaM CKPHHHHIA HAa 9aCTO BCTPedYaloIIHeCsi MyTAallHH HaC/Ie[JCTBeHHbIX 3a00/IeBaHHH

Ianuenr: Jara 3a6opa marepuaa:
dara poxpgeHus: Ion: [JaTa nocTymieHHus MaTepHasa B 1abopaTopHio:
Buj 6uomarepuaa: JJaTa roTOBHOCTH aHaIu3a:

Homep uccnenoBanus:
Homep 3aka3sa:

UccnenyeMmblit BApMaHT | lex | PesyneTaTt

JlenkosHuedanonaTua ¢ BOBAEYEHMEM CTBOJIA NOJIOBHOMO MO3ra U CMMHHOMO MO3ra 1 NOBbILLEHUEM
KOHLEHTpauuu nakrTarta

chrl:173831632T>C (rs142433332) |DAR52 IHe obHapyxeH
CunHgpom Ywepa, Tun 2a
chr1:215728232C>T (rs111033364) [USH2A |He obHapyxeH
HenpoHanbHbI LeponaHbI AMNOyYyCLUNHO3
chr11:6617040G>A (rs119455955) TPP1 He obHapy>xeH
chr11:6617154C>G (rs56144125) TPP1 He obHapy>xeH
chr11:6617154C>T (rs56144125) TPP1 He obHapy>xeH
chr11:6617154C>A (rs56144125) TPP1 He obHapy>xeH
CuHgpom Cmuta-Jlemnmn-Onuua
chr11:71441401C>T (rs11555217) [DHCR7 |He obHapyxeH
DeHnNKeToHypus
chr12:102840493G>A (rs5030858) PAH He obHapy>xeH
chr12:102840507G>A (rs5030857) PAH He obHapy>xeH
TyroyxocTb
chr1l3:20189313A>G (rs80338945) GJB2 He obHapy>xeH
chr13:20189346AG>A (rs80338943) GJB2 He obHapy>xeH
chr13:20189414CA>C (rs80338942) G)B2 He obHapy>xeH
chrl3:20189473C>T (rs72474224) GJB2 He obHapy>xeH
chr13:20189546AC>A (rs80338939) GJB2 He obHapy>xeH
bonesHb BunbcoHa
chr13:51944145G>T (rs76151636) [aTP7B |He obHapyxeH
BonesHb Tes-Cakca
chr15:72350518C>T (rs121907954) [HEXA |He obHapyxeH
BpoxxaeHHoe HapyLlieHue ramkosnamposaHus, Tun la
chr16:8811153G>A (rs28936415) [PMM2 [He o6HapyxeH
CUHAPOM MHOXXECTBEHHbIX BPOXAEHHbIX aHOManum, runoToHun n cypopor, Tun |
chrl8:62106985C>G (rs376355678) |PIGN IHe obHapy>xeH
MmMyHOKOCTHasa gucnnasusa Lumke
chr2:216478216G>T (rs119473033) |[SMARCAL1 |He obHapyxeH
Mykononucaxapwugos, Tun |
chr4:987858C>T (rs121965020) |IDUA |He obHapy>xeH
Ouactpoduyeckas gucnnasms
chr5:149980428C>T (rs104893915) |SLC26A2 |He obHapyxeH
MoAnKMCTO3 NoYeK C NOANKUCTO30M nNeveHn unu 6es Hero, Tun 4
chr6:52024940G>A (rs200391019) PKHD1 He obHapy>xeH
chr6:52083201G>A (rs137852944) PKHD1 He obHapy>xeH

TyroyxocTb




UccnepnyeMmbin BapuaHT len PesynbTaTr
chr7:107675051T>C (rs80338848) SLC26A4 He obHapy>xeH
MykoBucunaos
chr7:117530899G>A (rs121908751) CFTR He obHapy>xeH
chr7:117530899G>T (rs121908751) CFTR He obHapy>xeH
chr7:117559590ATCT>A (rs113993960) CFTR He obHapy>xeH
chr7:117559612AAT>A (rs121908776) CFTR He obHapy>xeH
chr7:117592177AT>A (rs121908812) CFTR He obHapy>xeH
chr7:117639961C>T (rs75039782) CFTR He obHapy>xeH
chr7:117642566G>A (rs77010898) CFTR He obHapy>xeH
chr7:117652877C>G (rs80034486) CFTR He obHapy>xeH
[anakTosemus
chr9:34648170A>G (rs75391579) GALT He obHapy>xeH
chr9:34649032G>T (rs111033773) GALT He obHapy>xeH
BpoxxaeHHas HenepeHoCMMOCTb (PPYKTO3bI
chr9:101427574C>G (rs1800546) [ALDOB [He obHapyxeH
3AKNTKOYEHUE

HocuTtenbCTBO mnccnegyemblx BapuaHToB He obHapyxeHo. Puck poxaeHua pebeHka ¢ ayTOCOMHO-
peueccuBHbIMKU 3aboneBaHNAMU, NMPUYNHON KOTOPbLIX MOryT ObiTb nccnegyemble MyTauuun, HU3KWUA.
B To xe BpeMs, nccnegoBaHue He UCKI0YaeT BCeX BO3MOXHbIX MFeHETUYEeCKUX HapyLlleHnn kak y obcnegyemoro,
Tak n y byaywero pebeHka, B ToM 4ucne gpyrux, 6onee peakux Mmytaumin B reHax, CBA3aHHbIX C
HacneacTBeHHbIMKU 3aboneBaHnaAMN.



