3akmiouenne
XpoMocomHbI MEKPOMATPRUHLI anaan3 (MOJEKYIs pHO-TeHeTHYeCKHii
ananu3i aCGH) ¢ uenoabs3oBanneM oIHrOHYKICOTHIHBIX MHKPOMATDHIL
Agilent SurePrint G3 CGH+SNP Array Kit 4x180K. Pazpemenne 26 T.1m.u.

Manment: Yeros Hean JIMurpreesy Hara pownenna:

Homep morosopa: GEN-1975663 Kona naumenta: D5263
Knunmeckuil anarnos: JIpyroe OpraHHYeCKOe HETNCHXOTHYECKOE DacCTpOHCTBO chA3aHHOE
IMNICOCHER B BHOC BHIpaMeHHOR MHTEINeKTVATBHOR HeIOCTATOMHOCTH W MCHXOMOTOPHOH
PACTOPMOMEHHOCTH C BbiPAMCHHLIMH HADYIUSHMAMM pEuH, IATPYVIHAOWMY AJATTALHI0 B
OCHOBHEIX Cepax MHIHEAEA TENLHOCTH. KpHNTOrenHan poKanbHas JNHAENCHA,

Hecneayeneit marepuan: Iepndepnyeckas kposs

Mata nomyuerna obpasua: 03.09.2019 lara ewinavn pesynstara: 01.10.2019

Pesyanrare anamiia:
Monexyaspuuii kapuotnn (cornacno ISCN 2016): arr[hgl9] 7p22.1(5211428_5578181)x3

l. Ofnapymena MIKpPOAyNINKauus y4acTKa KOPOTKoro ruteda (p) 7 XpomocoMbl ¢
HEHIBECTHON KAHMHHYECKOH 3HAYHMOCTLI0, BEPOATHO NATOreHHAan,

Jloxanuzauns muxpoaymmkaunn: Tp22.1 5211428-5578181 (hg19).

Pazmep: 366 753 n. u.

B obwenonynamuonuoil 6ase aanuex DGV 3T0T BapHaNT He BCTpeuaeTes,

leneTiyecknii BapuanT oteyTereyer B Gase kMHMYeckux fanuex Decipher.

[enbl, exoanune 8 oGnacTs Mukpoaynnukaunn: WIP2, §1.02944, TNRCIS, FBXLIS, MIR589,
LOC221946, ACTH,

B Gase nammprx OMIM asHOTHpOBaHE! 8yTOCOMHO-IOMHHAHTHEE 3a00NERARNA, CEAIAHHEIE C
ToUeHEIMM MyTauHAMy B rene A(TH (Baraitser-Winter syndrome 1, OMIM # 243310; Dystonia,
Juvenile-onset, OMIM # 607371) w ayTocomHo-peueccHsHOe 3aboneBanme, CBA3AHHOE ©
TOUEHHBIMH MyTaunamu & rede WIPI2 (Intellectual developmental disorder with short stature and
variable skeletal anomalies, OMIM # 618453). Cornacno nuTepaTYPHLM A3HHBIM MHCCEHC
Bapuautel B reve ACLE npeackasaus! oxasmpats gain-of-function sdipexr, s ormmume or
BAPHAHTOR, NPHBOIAUIAX K CABHTY PAMKH CUHTHIBAHNEA H COOTECTCTREHHO OKaskBatoumy loss-oft
function stipexrr.

B nureparpype onucans MukpomaynnHkaumu permoma 7p22.1, satparusaomme rew ACTH ¥
NaUHENToB ¢ 3a1ePAKOH NCHXOPEUEBOTO, NCHXOMOTOPHOTO Pa3ruTHS {«Tp22.1 microduplication
syndrome: Refinement of the critical region». Ronzoni at al., 2017; «Clinical and molecular
characterization of a second case of 7p22.1 microduplications, Preiksaitiene ar al,, 2012).
Onucano, 9T0 KPHTHYECKHMM PErHOHOM A CHHIDOMA MHKPOIYTIIHKAUHE Tp22.] senaetca
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obnacty, 3arparmeatowmas reust TNRCIS, FBXLIS, ACTB, FSCNI, RNF 218, o p—
fEpeKpLIBAaETCA ¢ Nokanusauueil MHKpoaynivkauuu, obHapyxenHofl vy nauwenrta («7p22.l
microduplication syndrome: Clinical and molecular characterization of an adult case and review
of the literaturen, Caselli R at af., 2015).

2, VuacTku NOTEpH reTEPOIMTOTHOCTH, COAEPRAlNMe TEHbl, CBA3AHHBE C  (JEHOMEHOM
HMnpHHTHETA, oTeyTereyioT. OGUIaA NPOTAMEHHOCTE YHACTKOB romosurotHoctd (FROH),
pasmepom 3 aMaH. 0. H. u Gonee, COOTBETCTRVET NOMYIALHORHONA.

PesynbTaTsl XPOMOCOMHONO MHKPOMATPHYHOTD aHATTH3a M0NAHB GBITE HHTEPNPETHPOBAHH
BPauOM-TEHETHKOM,
PeronmenayeTca KOHCY/IBTALMA BpAua-TreHETHRA.

ARANK3 BLIMONHMA
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