INVITRO

®no

Mon: My

Bospacr: 19 ner

NH3: 999999999

[aTa B3aTus1 obpasua: 29.08.2022

[JaTta noctynneHuns obpasua: 30.08.2022

Bpau: 22.09.2022

[aTa neyaTtu pesynbTaTa: 22.09.2022
NccnepoBaHue PesynbTaT KoMMeHTapuit
MoneKynsipHbI CKPUHUHT  CM.KOMM Pe3synbTaT npunaraetcs Ha oTAenbHOM bnaHke.
Ha Mukpogaeneuunu/
MUKpOAYMMKaLmm
XPOMOCOM

BHuMaHve! B aneKTpoHHOM 3k3eMnnspe 6/1aHKa Ha3BaHUE UCCNEN0BaHNS COAEPXMUT CCbISIKY Ha CTpaHuULy canTta
http://www.invitro.ru/ ¢ onucaHnem nccneaoBaHus.

PesynbTaTbl NCCnenoBaHniA He SBMSOTCS AnarHo3om, Heobxoamma KOHCY/1bTauuda creunanncra.
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http://www.invitro.ru/

Onucanue pe3yJbTATOB UCCJIET0BAHUS

MH3 999999999

®.N.0., 2003 1. p., obcnenoBaica B OO0 «HezaBucumas nadoparopus UHBUTPO»
C LIEJIBIO MPOBEICHUS MOJIEKYJIIPHOTO CKPUHUHTA Ha MUKPOISJICIIAN/ MAKPO Iy TUTNKAITAH
xpoMocoM (ripoduis Ne 7642).

Mukpooeneyuonnsvle u muxpooynaukayuonnste cunopomvr (MMJIC) npeocmasisitom coboll KIUHUYECKU
2emepocennyl0 epynny 3abonesanuil, Komopbvle, O0OHAKO, XAPAKMEPUIVIOMCA nomepel Ui npuobpemeHuem 4acmu
Xpomocomel. Jlannyio abeppayuio HeBO3MOICHO OemeKmupo8ams ¢ NOMOWbLIO KIACCULECKO20 KAPUOMUNUPOBAHUS, U
€OUHCMBEHHBIM 1AOOPAMOPHBIM MEMOOOM €20 NOOMBEPIHCOCHUSL ABNAEMCA MONEKYIAPHOe 2eHomunuposanue. Ha oannbiil
Momenm onucano 6oaee 30 cneyuguueckux pexyppenmuvix MMJ]C.

Iposenenus MMJ]C mozym ouenv CunvbHO 6apbupoéamv y pasHulXx nayueHmos. MonexkynsapHuli CKpuHune Ha
MUKpooeneyuu/Mukpooyniukayuu xpomocom gviasisem 30 naubonee pacnpocmpanennvix MMJIC.

TecT ucnonp3yeTcs Juisi KOMIUIEKCHOM TUarHOCTUKHU CIEAYIOUX CUHAPOMOB:
1p36 MUKpOAENEMOHHBIN CUHIPOM,
2p16.1-p15 MUKpOAETEIIMOHHBIN CUHIPOM,
2q23.1 MuKpoaeIeNOHHBIN/MUKPOAYIIIIMKALIMOHHBIN CUHIPOM,
2032-q33 mukpoaenennoHHbIN cunipoM (SATB2-acconunupoBaHHBIN CUHIPOM),
3929 MUKpPOIEIEIIMOHHBIN/MUKPOAYTLTUKAIIMOHHBINA CUHAPOM,
4p16 MukpoaenenuoHHbIN cHHAPOM (cuHApoM Bombda-XupiixopHa),
5q MHUKPO/IEICIUOHHBIA CHHIPOM (CHHAPOM KOIIIAYhero KPUKa),
5935 mukpoaenenuoHHbii cunapom (curapom Cortoca),
7q11.23 MukpoaeneMoHHbIi cuHApOoM (cuHapoM BunbsiMca-boiipena),
8024.11-24.13 muxkpoaeenMOHHBIH cHHApoM (cuHapoM Jlanrepa-I'manona,
Tpuxopunodananreanbubiii cuaapom II Tuna),
9q22.3 MUKpOAECIEIIUOHHBIN CUHIIPOM,
10p14 MUKpoAEICIIUOHHBIN CUHIIPOM,
15924 mukpoaenenmoHHbI cuHApoM (cuHapoM ButreBeena-Komnbka),
15911.2-13 mukpoaeneuronssiii cuaapoM (cunapom Ilpanepa-Bumau/cunapom
AHrenbpMmaHa),
16p13.3 MuUKpOaEACIIMOHHBIN CUHAPOM (cuHApOM Pyounireiina-Teiion),
17p11.2 MmukponeneunoHHbld cuHApPOoM (cuHapom Cmuta-Marenuca),
17p11.2 MukponynmiukamoHHblil cuaapom (curapoM [loronku-JIynckn),
17p13.3 muxpoaenenuonnsbiii cuaapoM (LIS1-accormupoBanHnas iuccaniedamms,
cunapoM Musiepa-Jlukepa/ nzonupoBaHHas JTucciHIedanus/ CHHIPOM IBOMHON
KOPBI),
17q11.2 MuxkposieneiMoHHbIA cUHAPOM (HelipodudpomaTos 1 Tumna),
17921.31 MukpoaeneuoOHHbIN/MUKPOAYILITUKAITMOHHBIN cuHapoM (KANSL1-



CBsSI3aHHAsl yMCTBEHHAs1 OTCTAJIOCTh),

22q11.2 mukpoaenenoHHbId cuHAPOM (cunapom JuJlxopmaxu,
BeJIOKapInodaruaibHbIi CHHIPOM),

CUHJpOM Ayrukanuu 15q,

22q13.3 MukpoaenelIMOHHBIN cHHAPOM (cuHapoMm Denan-Mak/lepmun),

X (28 MUKpPOAYTUIMKAIIMOHHBIA CUHJIPOM (CHHIpOM ayruiukaiuu rena MECP2,
cuHsipom Perra),

Cunnpom XXV (cunmpom KnaitHdpenbTepa),

Cunnpom moHocomuu X (cunnpom lllepemesckoro-TEpuepa),

Cunnipom Tpucomuu X (CHHAPOM TPOHOU X XPOMOCOMBI).

B obpasue JIHK o6Gcinenyemoro nmpoBeA€H TMOMCK  BBINICYKa3aHHBIX
MUKPOACICIUNA/ Ty TUTHKAITH.

OoOnapyxena  nmejmeuust  peruona  8q24.11-24.13, nunpuBoasmiasg K
BO3HUKHOBeHMI0O cuHapoma Jlanrepa-I'manona (TpuxopuHodaiaHreaabHbIN
cunapom Il Tuna) (Bapuanrt del). BepositHocTh iepenats Aenenuto (M, COOTBETCTBEHHO,
3a0o0seBaHue) NoToMCcTBY — 50% HE3aBUCUMO OT TOJIa.

PexomennoBaHo:
Meauko-reHeTHYECKOE KOHCYJIbTUPOBAHUE CEMbH C YUETOM BBISIBICHHOMW JEICHINH.

[Tpy HEOOXOAUMOCTH TIOTYUCHHUS TOTIOTHUTEILHON MH(OPMALIMK 110 pe3ysibTaTaM
00cJieI0BaHUsI PEKOMEHIYETCsI KOHCYJIbTAIMs Bpadya-reHEeTHKA.

K.M.H., Bpau-reHeTHK M.IL. / [loanuck Bpaua



