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AxTtyaiabHocTb. CunnpoMm IlIuMmke ABISETCS peIKUM ayTOCO-
MHO-PELECCUBHBIM MYJIBTHCUCTEMHBIM 3a00JIEBAHIEM C PacIpo-
crpan€HHOCTHIO 1 @ 1-3 MJIH HaceneHus, BRI3BAHHBIM MYTaIlHs-
MU B reHe SMARCAL 1. 3aboneBaHue XapaKTepu3yeTcs Kilaccuye-
CKOM TpHamoii: cnoHauIosNupU3apHas IUCIIIa3Us C 3aAEePKKOH
pocta, T-KJ1eTOYHbIH UIMMYHOIE(GUIUT U IPOrpeccupyomas He-
¢dponarus. [Iporuo3 HeGIAroNpUATHBIN BCIEACTBUE PAa3BUTUSL
TEPMUHAJBHOW MOYEYHON HEITOCTATOUHOCTH Y WH(EKIIMOHHBIX
OCJIOKHEHHI.

Onucanue kKIMHUYeCcKoro cay4as. bonpnas B., 4 rona, mo-
CTyNMiIa B A€TCKOE KapANOIOTHUECKOE OTAENEHHE C TUArHO30M:
CHHJIPOM UMMYHOKOCTHOH qucmasuu Illumke, xpoHudeckast 60-
ne3Hb nouek C2A1, aprepuanbHas runeprensus 2 crenexu. Je-
BOYKa poAWIIack Ha 34-ii Helene recTaluy Iy TéM SKCTPEHHOTO Ke-
capeBa ceueHHs C Maccoi Tena npu poxaeHnn 1220 r u amuHon
tena 40 cM. C poxkAeHHsS OTMEYaIuCh HU3KUE TEMIIBI POCTa, TH-
Ipouedanis, MHOKECTBEHHbIE Ae(eKThI KocTeil uepena. B Bo3-

pacre 1 rox 6 Mec METOIOM MOITHOYK30MHOTO CEKBEHHUPOBaHHS
ObUIH BBISIBIEHBI KOMIIAyHA-T€TEPO3UTOTHBIE MYyTAallUU B 9K30-
Hax 3—18 rena SMARCALI. Tlpu kypauuu 00JbHOI: Macca Te-
na 7600 r, poct 68 cm, UMT 16,4 kr/m?, pusudeckoe pasBuTue
JUCTapMOHUYHOE C Ae(PHUIUTOM Macchl Teja 2 cTerneHu. Boisas-
JIeHbI ycTounBas neiikonenust (2,6 x 10%/), mumdornenus, mpo-
rpeccupyoniee CHIKEHHE CKOPOCTH KITyOOUKoBOW (puibTpanuu
MeHee 60 mi/MuH, ipotenHypust 10 0,95 r/n, runoMarHueMusl.
IIpu Y3U novex nuarHOCTHpOBaHA IBYCTOPOHHSS THIOIIA3US
0e3 oTpuIaTesIbHON JUHAMUKH. Teparnus BKITIOYaia: UMMYHOIJIO-
Oynun 0,5 r/kr xaxzasie 10 queid, 6ucenTon, sHananpui 0,2 Mr/kr,
JIOKCA303HH.

3akaouenne. [IpencraBieHnslil cirydail JeMOHCTPUPYET
KJIacCHYecKyIo Tpuaay cuaapoma lllnmke, TpeOyrONIyo MyJIbTH-
JUCLUITIMHAPHOTO TOIXOAA ¢ Y4acTHeM Ieauarpa, Hedposora,
MMMYHOJIOTA M TeHETHKa. PaHHEee TeHeTHYeCKOe MOATBEPKICHHE
JMarHo3a Mo3BOJISIET CBOEBPEMEHHO MHULIMHMPOBATh UMMYHOMO-
IOYJAUPYIOIIYIO TEPAIHIO U NPOMHIAKTAKY OCIOKHEHUH. MyTauuu
SMARCALI octaroTcsi KJIFOYEBBIMH MUIICHSAMHE TSl pa3paboTKH
MAaTOT€HETHYECKON Teparnu.



