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Axmyanvnocme. Cuanpom Kodopura—Cuprca — penkoe Bpox-
JNEHHOE TeHeTH4ecKoe 3aboneBanne. [lepBpiMu onucanyu CHHAPOM B
1970 . I'. Kopdunr u D. Cupuic y 3 neBoUYCK ¢ HATUIUEM YMCTBEH-
HOHU OTCTaJIOCTH, a- WJIM TUIOIUIA3Uel HOTTe! M IMCTANBHBIX (haslaHT
Ha V nansnax pyk u Hor. YacToTa BcTpedaeMOCTH: MeHee 1 ciryyast
Ha 1 MJIH 4eloBeK.

Pe3ynsmamut. Be1IensioT HECKOIbKO THIIOB CHHAPOMA B 3aBUCH-
MOCTH OT NaTOI€HHBIX BAPUAHTOB PA3JINYHBIX I'eHOB: ARIDIB (Tun
1), ARIDIA (2), SMARCBI (3), SMARCA4 (4), SMARCEI (5), AR-
ID2 (6), DPF2 (7), SMARCC2 (8), SOX1I (9), SOX4 (10), SMARCD1
(11), BICRA (12) (https://www.genokarta.ru/disease/Sindrom_Koffina-
Siris). Hacnenyercst ayrocoMHO-10MHHAHTHO. Bosbias yactsb ciyya-
€B UMeeT CBSI3b C MyTAIMsIMH, BOSHUKIINMU de novo. Jljist CHHpO-
Ma XapaKTePHBI yMCTBEHHAs OTCTANOCTh (JIETKas, yMEpPEHHAsl N TsI-
xénast popma), a- ¥ TUIOIIIA3MS HOT'TS MJIM AUCTANBHOI (amanru V
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naJbla B OONBIIHHCTBE CITy4aeB, IPyOble YepThl JIHIA: IHPOKHIA pOT
C HOJIHBIMH ¥ BBIBEPHYTHIMH HapyXKy T'yOaMHu, HIHPOKasi IEPEHOCHIIA,
HETHIIMYHOE MOJIOKEHUE WM (hOpMa YIIHBIX PAKOBUH, T'yCThIe Opo-
BU, JUTMHHBIE PECHUIIBI; HU3KOPOCIOCTh, MUKPO- HIIM MaKkpouedams,
KaTapakTa, IT03, KOcorasue, BpoXKIEHHbIe MOPOKHU cepana (aedexr
JKEJTyOYKOBOM WJIM MEXIIPEIICEPIHON neperopoiku, Terpaga dai-
J10, OTKPBITHIN apTepHaIbHBII IPOTOK), THIEPTPHXO3 B 00JIACTH PYK,
JIULIA, CTIMHBI, PEIKHE BOJIIOCHI Ha TOJIOBE, POOJIEMBI C KOPMJICHHEM,
areHe3ns1 MO30JIMCTOTO Tella, CyIOPOTH, TUIIOTOHYS, THIICPMOOUIT-
HOCTb CYCTaBOB, CKOJIMO3, HOTEPs CIIyXa, IOPOKH PA3BUTHS MOYEIIO-
JIOBOHM CHCTEMBI U NTOYeK, YacThle MH(peKuny. J[Marno3 oCHOBBIBAET-
sl Ha KIIMHUYECKHUX TIPU3HAKAX M MOATBEPIKIACTCS MOJICKYIISIPHO-Te-
HETHYECKUM aHann3oM. JleueHne cuMrToMarniyeckue (KMHE3HOo-,
UIIo-, GU3HOTEpAITHs, 3aHATHS C JIOTOIEIOM, TICHXO0-, TPYAOTEpariys).

3akmouenue. Cunapom Kopduna—Cupuca — peakas Hacie/-
CTBEHHAs ITaTOJOTHSI, AUArHOCTUIECKIMH TIPH3HAKAMH KOTOPOH SIB-
JISIOTCS TPyObIe YepThI JINIIA, JIULEBbIC JU3MOP(UH, yMCTBEHHAs OT-
CTaJIOCTb, a- WIIM TUIIOIUIAa3us V Hajblia WM HOI'TeH Ha Malblax CToI,
BPOXAEHHBIC TIOPOKH cepalia. JInarHo3 HoATBEPkKAACTCS PH OMO-
1 MOJIEKYJIAPHO-T€HETHYCCKUX I/ICCHC}IOB&HI/IP’I.



