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leneochusunyeckas gucnnasus

OMIM: 231050

Bonesub onucana KOprenom Ilnpanrepom
¢ coaBt. B 1971 1.; ¢ Tex mop coo0I1Ian0Ch NMpu-
MepHO o 25 ciyvasix. HazBaHue mpoucxoaut
OT I'PEYECKUX CJIOB YEAO10G (CMEIIIHOM, Bece-
JIBIA) M (UGG (ITPUPOA) U YKa3bIBaeT Ha Xa-
pakTepHOE CYACTIMBOE JTULO OOJbHBIX.

YacTble CUMATOMBI

Poct. BHyTpuyTpOoOHas 3aiepkKa pa3BUTHUS B
OJIHOW TpeTH cjydyaeB; MPOMOPLUMOHAIbHAS
HU3KOPOCJIOCTh; YMEHBIIIEHUE pa3mMaxa pyK.
lon0Ba. TlonmHoe Kpyryioe JIMIO; KOPOTKMIA
B3/JIEPHYTbIA HOC; MOHTOJIOUIHBI pa3pes I1as;
IUJTMHHBIA U CIJIAXKEHHBIA TYOHOU Kel000K;
IIUPOKUIA POT C TOHKOM BepxHel rydoii; yToJi-
LIEHHBI/ 3aBUTOK MPaBUIbHO CHOPMUPOBAH-
HBIX YIIIHBIX PAKOBUH; CYACTJIUBOE JIUIIO, O-
CTEeTNIeHHO rpyoeloliee ¢ BO3pacToOM; TypelKoe
cen10 B hopMe Oallmaka.

KoHeyHocTn. KopoTkue, ¢ BbIpaXKEHHBIM YKO-
poYeHreM TpyOUYaThIX KOCTEH U OTHOCUTEb-
HO HOpMaJIbHBIMU 31U bU3aMU (TOJIBKO TOJI0B-
Ka OellpeHHON KOCTHU 1ocjie 4 JIeT BBIMJISIAUT
MaJIeHbKO} 1 ne(popMUpPOBaHHOI); Opaxumak-
TUAUS; mypokue avadussl 1 1 V mSCTHBIX
KOCTEeH, a TaKKe TTPOKCUMAJIbHBIX U CPEIHUX
(anaHT Ha pykax; MpoTrpeccupyrolime KoH-
TPaKTyphl CYyCTaBOB (OCOOEHHO CYCTaBOB PYK —
JIy4e3amsiICTHBIX U MeXK(paIaHTOBBIX).

Cepaye. TlocTereHHOE YTONIICHUE KITallaHOB
cep/ia ¢ MX HapacTaollel HeIoCTaTOYHOCThIO.
[poyee. TemaTomeranusi; IUIOTHAsi TOJICTast
KOXa.

Pefkue cuMnTOMbI

Cy:xeHue Tpaxen U IIaBHBIX OPOHXOB; BOPOH-
KooOpa3Has rpyaHas KjeTka; napajiuy B3opa
BBEPX M3-3a aHOMAJIMI BEPXHEN KOCON MBbIIII-
11bl; OJTM30PYKOCTD; TUTIEPTEIOPU3M [JI1a3; 3a-
JIEPKKA MICUXOMOTOPHOTO Pa3BUTUS; STTUIIETT-
CUsl; BPOXKIECHHDBIN LLIEJKAIOLIMIA TTAJIe1l; U3Me-
HEHMs TOJOBKM O€IpEeHHOU KOCTU, HAallOMMU-
HalollMe ee ocTeoxoHaporatuto (6ose3Hs [ep-
Teca).

TeyeHue v NporyHo3

TunuyHoe JUII0 U MaJleHbKUE KUCTU CO CTO-
IaMu 3aMeTHBI YXKe TPU POXKACHUU; BITOCTIEI-
CTBMU XapaKTEPHbIE YEPThI JIULA U 3a[IepXKKa
pocTa cTaHOBSITCS 60J1ee BhIpakeHHbIMU. [IBoe
U3 OIMUCAHHBIX JeTel MOTHOJM OT CTeHO3a
Tpaxeu B Bo3pacte 3 u 4 JIeT; Tpoe Morudiun ot
CepAeYHON HEeAOCTAaTOYHOCTU, BbI3BAHHOM
MPOrPECCUPYIOLIUM MMOPAXKEHUEM KJalaHOB
cepala, B Bo3pacTe 5 MecsueB, 1 1 5 ner. Y
BCEX BBDKUBIIMX AETeil MMEIOTCsl Oojiee Uiu
MeHee BBhIpaXXeHHbIE TTOpOKU cepiaua. [IBoe
yXe B3pocible. Kak BUAHO U3 MMEIOLIMXCS
JIAHHBIX, HA TIPOTHO3 OOJIbIIIE BCETO BJUSIIOT
CTETeHb CYXEeHUS TPaxeu U TSIKECTh Mopaxe-
HUs cepla.

Jdtuonorus

HacnenoBanue ayrocomHo-petieccuBHoe. [Tep-
BUYHOE OMOXMMHUUYECKOE HapylIeHUe Heu3-
BECTHO, OJTHaKO OOHAapy>XeHbl JTU30COMHbIE
BKJIIOUEHUSI B KJIETKax SMuaepMuca, CIu3u-
CcTOl 00OJIOUKU Tpaxeu, TMeUYeHU, Xpsiiei u
KJIaITaHOB CEP/IIA, YTO MO3BOJISIET CUYMTATD Te-
JieoU3UYECKYI0 TUCIUIa31IO JIM30COMHOM 60-
JIE3HBIO HAKOIJICHUSI.
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