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AKTYyaJIbHOCTb. 3M-CUHAPOM — 3TO ayTOCOMHO-PELIECCUB-
HOE 3a00JIeBaHUe, XapaKTepH3yeMoe TSDKENON BHYTPUYTPOOHOM
1 TIOCTHATAJBHOM 3aIePKKOI pOCTa, JIMIEBOH JH3MOpHEH 1 aHO-
MaJusMu ckenera. CBOE Ha3BaHKE CHHIPOM IOYYHII B 4eCTh 3 aB-
TOpOB, BriepBbie onucasmux ero: Miller, McKusick, Malvaux.
XapaKkTepHbIe JTUIEBbIe 0COOCHHOCTH BKIIIOYAIOT TPEYTOIbHYIO
(dopMy nHIa, BBICTYNAIONIHE JTOOHBIE OyTphI, TUIIOIIIA3UIO CPEI-
HEH TPEeTH JHIa, MACUCTBIN HOC, MyXJIble TyOBI M OCTPBIi TOI00-
POIOK. Y HEKOTOPBIX JeTei HAOMIONAIOTCS KOPOTKAas LIesl U IIH-
poKasi TpyaHas KJIeTKa, BHICTYAIONINE TPAIeBHIHbIE MBIIIIBL,
KPBUIOBHHBIE JIONATKH, KBaIPATHBIE TN, THIIEPIOPAO03 U KIIU-
HOJAKTHJIMS, MOTYT OBITh 3apETHCTPUPOBAHbI THIIEPIIOBHKHOCTD
CYCTaBOB U MOBBIIICHHBIH PHCK BPOXKAEHHOTO BhIBHXA Oenipa. [To-
JIOBasl M MHTEJUICKTyalbHas QYHKIHUS y TAKUX OOJIBHBIX COXpaHe-
HBl. PazButne 3M-cuHapoMa Jarie cB3aHO ¢ MyTalUsIMHU B TeHE
CUL?7. Onucano 50 ciiyuaeB JaHHOTO 3a00JICBAHUS.

Onucanue KJAMHMYecKOro ciyuasi. Pogutenu 60iib-
HoH K., 11 mec, oOparunuchk ¢ jxanobamMu Ha OTCTaBaHHE B POCTE
Y MOTOPHOM pa3BuTHU. CHHAPOM OTCTaBaHUs pocTa ObLT 3ao/0-
3peH Ha 3Tare BHyTPUYTPOOHOTO Pa3BUTHS U3-32 BEICOKHX YPOBHEH
ACCOIMUPOBAHHOTO ¢ OEPEMEHHOCTHIO MPOTENHA A TIIIa3MBbl, THIIO-
TTa3UH HOCOBOM KOCTH M CCHMETPHYHOTO POCTa KoHeuHocTeil. [le-
BOYKa POIMIIAchk B Cpok. Macca tena npu poxxaennu 2880 1, nimnHa
tena 43 cum. Ilpu poxkieHHH BU3yalbHO CTUTMBI AUCIMOpHOTreHe3a:
nomuxonedanuieckas Gopma rojoBbl, TPEYTOIBHOE JHUIIO, IMHPOKAst
MIEPEHOCHIIA, YKOPOUCHHE KOHEUHOCTEH, 00e3bsTHBS JINHUS HA JABYX
pykax. IIpi ocMoTpe ObLTH BBISBICHEI MHOKECTBEHHBIE CTHTMBIL:
¢b3nUecKoe pa3BUTHE HU3KOE, 3a1ePKKa ICUXOMOTOPHOTO Pa3BH-
Tus, ymHa Tena 59 M (SDS —6,8), macca tena 4,9 kr (SDS -8,95),
10 JIAHHBIM JJADOPATOPHBIX METOIOB: YPOBEHb HHCYITHMHOIOI00HO-
ro ¢akropa pocta-1 < 15 Hr/mi (18,2—172), conepaHue THPEOTPO-
MHa KOPTH30Jla — HOopMa, Tiroko3a 4,11 mmone/ (3,3-5,5), 25-
OH Buramun B cymmapHsiit 117,3 ar/mn (Hopma 30—100) Ha do-
He npuéma Butamuna B 400 ME, kaneimii o0muit 2,79 MMOmb/1
(2,2-2,7), poctop 1,91 mmons/n (1,46-2,66), mapaTHpeonIHbINA

ropmoH 0 rir/mi (7,070,00). Ha ocHOBaHWYM aHAMHE3a, CTUTM [THC-
MOpHOTeHe3a 1 HU30POCIOCTH ¢ HU3KUM YPOBHEM MHCYIHHOIIO-
noOHOTO (hakTopa pocrta-1 3amono3peH 3M-CHHAPOM, TOATBEPIKAEH-
HBII MOJIEKYJISIPHO-TEHETUYECKH (TeTEPO3UTOTHAS My TALHs B TCHE
CUL?7). Anst ONTUMM3AIMK POCTa Ha3HAUYeHbl HHBEKIIMHA TOPMOHA
pocta. B cBs3u ¢ runepkanpueMueii 1 HeonpeaeasieMbIMI YPOB-
HSIMH TIapaTropMOHa IPOBOAHTCS T GepeHHaIbHAs THarHOCTH-
Ka ¢ 60se3HsIMH (HoCcHOPHO-KAIBIIMEBOrO 0OMEHA, 3a110/J03peHa MY-
Taums reHa CYP24A1.

IIpakTnyeckas 3Ha4YuMOCTh. [IpeacTaBneHHbIl ciayuail
olnpejenseT 3Ha4UMOCTh OCBEIOMIIEHHOCTH Bpaueil 06 opdan-
HBIX 3a00JI€BaHUAX /IS YAYYIISHUS IPOTHO3a M KauecTBa KH3-
HU OOJIBHBIX.
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