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XpPOMOCOMHBIN MUKPOMATPUYHBIA aHAJIN3 (MOJIEKYJISIPHO-TEHETHYeCKHU I
anan3 aCGH) ¢ ucnosb30BaHneM OJTHIOHYKJIEOTHIHBIX MUKPOMATPHI
Agilent SurePrint G3 CGH+SNP Array Kit 4x180K. Pa3pemenue 26 T.11.H.

ITanmenrt: Hara poxaeHus:
Howmep noroBopa: GEN- Kon nanuenra:
Uccnenyemsrit matepuan: [lepudeprueckas KpoBb

Knunnueckuil nuarnos: bponxuanbHas actMa. Ajieprudueckuil 1epmMatut. PeruanBupyromui
JIATUHTOTPaxeuT. AJUIEpruueCKuii pUHOKOHBIOKTUBUT. AfileHoubI I crenenn. AHoManust
JeTICHHsI TPaxeoOpOoHXHaIbHOro AepeBa. Juchynkuus chunkrepa Oqau no OUIMapHOMY THITY.
Hapymenne ocanku. HecTaOuimbHOCTH MIEHHOTO OT/ENa MO3BOHOYHUKA. J[McTa3ust meiHoro
OTJIeNIa TO3BOHOYHUKA. BanbrycHas nedopMaiius KOJICHHBIX CycTaBoOB. [110CKO-BaIbrycHbBIE
cronbl. CTaTnuueckas HEIOCTaTOYHOCTh CTOM. Pe3nmyanbHast sHIedanonarus, HeBpO30Mmoa00HbIe
peakiuu.

Jlara nonydenus oOpasua: [Jara Bbigauun pesyabTara: Mecto s

PesyabTarsl aHau3a:

Monekynsipubiii kapuotu (cornmacao ISCN 2016):
arr[hg19] 22q11.21(21081260_21505417)x3

1. OGHapy:KeHa MUKPOLYIUIMKAIMS Y4aCTKA JUIMHHOTO 1uieva (J) 22 XpoMocoMblI ¢
HEN3BECTHOI KIMHUYECKOI 3HAYMMOCTBIO.

Jlokanu3zarus Mukpoayrmkamuu: 22q11.21 21 081 260-21 505 417 (hgl9).

Pasmep: 424 157 . 1.

B obmenonynsunonHoit 6a3ze ganupix DGV 3T0T BapraHT onucaH y IByX UHIUBUIYYMOB.

B 6a3e kimHudeckux qaHHbIX Decipher onucanbl BapraHThI ¢ OJM3KUMHU KOOPAMHATAMH, T/1€
OHH KJaccu(UIIMPOBaHbI KaK BeposTHO HenatoreHHsli Bapuant (ID: 289855), BapuanTsl ¢
HEM3BECTHOM KinHHUecKor 3HaunMocThio (ID’s: 275802, 306745, 354717, 276067), BeposiTHO
narorennbie (ID’s: 331126, 331140) u nmatorenusiit (ID: 368553) BapuaHTHI.

['ensl, Bxoasmue B oonacte Mukpoaymukanuu: PI4KA, SERPIND1, SNAP29, CRKL,
LOC101928891, AIFM3, LZTR1, THAP7, THAP7-AS1, TUBA3FP, P2RX6, SLC7A4, MIR649,
P2RX6P, LRRC74B, BCRP2.

B 6a3e nanapix OMIM aHHOTHPOBaH CUHIPOM MUKpoAyIuMkanuu 22q11.2, kotopslii

3aTparuBaetr 0oJjiee MPOTSHKEHHBIM PErvoH, BKIIOYAlOUi BeISIBIEHHbIN BapuaHT (Chromosome
22011.2 microduplication syndrome, OMIM # 608363).

OrpaHudeHuss METOa: MCIOIb30BAHHBIH METO XPOMOCOMHOTO MHKPOMATPHYHOTO aHAIH3a HE BBUIBIIACT COATaHCHPOBAHHBIC
TPaHCIIOKALINH, HU3KOYPOBHEBBIA MO3auI3M (MeHee 25%) ¥ TOUeuHbIe MYTaIlH, a TAKKE MUKPOACICIIHA U MUKPOIYTLTHKAIIUH
pa3mepom Mmenee 26 kb. B order He BKIIOYEHBI HEMATOTEHHBIC MHKPOICICIIUN/MUKPOXyIUIHKAui. OTCYTCTBUE KIMHAYECKH
3HAYMMBIX CTPYKTYPHBIX IEPECTPOEK XPOMOCOM HE WCKIIIOYAeT TCHETHYECKOW NPHUPOIBI HAOINIONAEMBIX CHMIITOMOB, B
YaCTHOCTH MYTalllii, KOTOPBIE MOTYT OBITH BBISBICHBI IPYTUMH METOIAMH.

3axiroueHue 110 pesyabTaTaM XMA OTHOCHTCS K MCCIISAYEMOi TKAaHH U 3aBHCHT OT COXPAaHHOCTH NPEIOCTABICHHOTO MaTepuaia 1 OTCYTCTBHS
KOHTaMMHaImu obpasna npyroit JTHK.
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2. Y4acTKH MOTEPH IreTePO3UTOTHOCTH, COJCpKAIIE TeHbI, CBA3aHHBIE C JEHOMEHOM
UMIPUHTUHTA, OTCYTCTBYIOT. O0I1as MPOTSKEHHOCTh y4aCTKOB roMo3urotTHoctu (FROH),
pa3mepom 3 MIJIH. II. H. ¥ 00Jiee, COOTBETCTBYET MOMYISIIMOHHOM.

Pe3ynbTaThl XpOMOCOMHOTO MUKPOMATPHYHOTO aHATN3a JI0JDKHBI ObITh HHTEPIPETHPOBAHBI
BPa4YOM-TE€HETUKOM.
Pexomenayercs KOHCyIbpTalMs Bpaya-TeHETHKA.

Bpau — nabopaTtopHbIil reHeTUK

3aB. maboparopueit JJHK-auarnoctukm

OrpaHudeHuss METOa: MCIOIb30BAHHBIH METO XPOMOCOMHOTO MHKPOMATPHYHOTO aHAIH3a HE BBUIBIIACT COATaHCHPOBAHHBIC
TPaHCIIOKALINH, HU3KOYPOBHEBBIA MO3auI3M (MeHee 25%) ¥ TOUeuHbIe MYTaIlH, a TAKKE MUKPOACICIIHA U MUKPOIYTLTHKAIIUH
pa3mepom Mmenee 26 kb. B order He BKIIOYEHBI HEMATOTEHHBIC MHKPOICICIIUN/MUKPOXyIUIHKAui. OTCYTCTBUE KIMHAYECKH
3HAYMMBIX CTPYKTYPHBIX IEPECTPOEK XPOMOCOM HE WCKIIIOYAeT TCHETHYECKOW NPHUPOIBI HAOINIONAEMBIX CHMIITOMOB, B
YaCTHOCTH MYTalllii, KOTOPBIE MOTYT OBITH BBISBICHBI IPYTUMH METOIAMH.

3axiroueHue 110 pesyabTaTaM XMA OTHOCHTCS K MCCIISAYEMOi TKAaHH U 3aBHCHT OT COXPAaHHOCTH NPEIOCTABICHHOTO MaTepuaia 1 OTCYTCTBHS
KOHTaMMHaImu obpasna npyroit JTHK.

+7 (499) 653 65 51
NeJIO-77-01-017137
Www.genetico.ru

00O «llentp I'eneruxu u PenpoaykTuBHOI MequIMHBL
119333,r.MockBa, yn.I'yokuna, 1.3, kopi. 1 «CEHETHUKO»

Ctp.2u32



