BUOJIOT'UA PASBUTHUA. IOPOKHU U AHOMAJINU

CHUHIAPOM D/IBAPICA

(J. H. Edwards, amepukaHCKuli 1ieiuaTp; CHHIPOM) —
HACJICICTBEHHOE  3a0oJjieBaHMe, OOYyCJIOBJICHHOE,  Kak
MpaBuio, TpucoMuen 18-l XpoMOCOMBI U TPOSIBIISIONICECS
MHOYXECTBEHHBIMU MOPOKAMHU Pa3BUTHSI OPraHOB U CHUCTEM.
Omucan B 1960 romy Dnaapacom ¢ coTpyanukamu Ilo
nanaeiM Teinmopa (A. 1. Taylor, 1968), sTto 3aboneBanue
BCTpe4aeTcss ¢ vactorod 1 cioywaihk Ha 6766
KUBOPOXKACHHBIX. Y JEBOYECK HAOII0AeTCs 3HAYUTEIHLHO
qare, YeM y MaJIbYuKOB.

[TpuumHOM 3a00JieBaHUs SBISETCS HAIWYHE BO BCEX
KJIeTKaxX Jo0aBouHOr 18-if xpoMocombl — Tpucomus 18
peXke — MO3auIM3M M KaK MCKIIFOYCHHUE — TPAHCIOKAIIHS
xpoMocoMbl. [Ipupoma TEHETHYECKOrO HAPYIICHUS HE
M3yYeHa.

Kapuoepamma b6onvrozco ¢ cunopomom 30sapoca 47 XX (XY) + 18

[Tpu maTomoroaHaTOMHMYECKOM MCCIIEOBAaHUHM OOHAPYKUBAIOT TOPOKH PA3BUTHS MO3Ta
B BUJI€ U3MEHEHMSI CTPYKTYpbl OJIMB IPOJOJITOBATOTO MO3ra, THUIOIUIA3UUd MO3KEYKa U
MO30JIUCTOrO Tena. IIpu TUCTONIOrMYECKOM UCCIENOBAHUU BBISBISIOT TETEPOTONHIO
TPYIIEBUIHBIX HEHPOHOB B OEIIOM BEIIECTBE MO3KEYKa M ouyaru HeaudQepeHInpoBaHHBIX
KJIETOK B O€JIOM BEIIeCTBE MOJYLIAPUl TOJIOBHOTO Mo3ra. Y OOJBIIMHCTBA OOJIBHBIX
OTMEUaOTCsl MMOPOKH PA3BUTUA CEPJIlla U KPYIHBIX COCYJIOB — JIE(PEKT MENKIKETYJOUKOBOU
MEPEeTOPOJKU, aria3us CTBOPKM KJamaHa aopThl W (WJIM) JIETOYHOTO CTBOJIA U JIp.
BpoxienHbie MOPOKH OPraHOB MHIIEBAPECHUS HAOIIOIAI0TCS IPUMEPHO B MOJOBUHE CIy4YacB
curapoma IOpasapiaca. K HUM oTHocsATcs nUBEpTUKYN MEKKens, HEe3aBEPIICHHBIA MOBOPOT
KHUIIIEYHUKA W aTpe3usl MUIIEBOJAA C MpeoOsiaJaHueM CBHINEBBIX (HOPM, T€TEPOTONMUYECCKUE
YYaCTKHU TOJ[KEITYOYHON JKeJe3bl, BBISABIAEMbIC B CTCHKE JBCHAAIATHIICPCTHON KUIITKW WIH
B CTEHKE JUBEpPTUKyda MeKkkens, TenaTuT, BHE-NIEYEHOUYHAs aTpe3usi IPOTOKOB,
BHYTPHUIICUCHOYHBIA XO0JIeCTa3, MpOdudepanus >SMUTENNUS BHYTPUIICUCHOYHBIX IKEITIHBIX
MPOTOKOB M WX oOiureparus. B Jerkux modtu MOCTOSHHO OOHAPYKUBAIOTCS W3MECHECHHUS
KOJIMYECTBa TJIaBHBIX OOpO31 U ruroruiazusi TkaHu. [lopoku pa3BUTHS MOYEBOW CUCTEMBbI
oTMeyaroTcsi Oojiee 4YeM Yy TOJOBHHBI OOJBHBIX M BKIIOYAIOT CpalICHUs I[OYEK
(mogkoBoOOpasHasi, raneroodpazHas win L-o0pa3Has Todka); yIBOCHHE MOYETOYHUKOB.
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[Ipu rucroy. WCCiIeIOBaHWM B MOYKAX OOHAPYKUBAIOT KIIYOOUKOBBIE, PEXKE KaHAIBIICBBIC
KHUCTBI, @ TAK)KE€ O4Yard JUCIUIa3ud. Y MaJIb4UKOB B 43% ciydaeB OTMEUAETCS KPUIITOPXU3M.
Y  nmeBouek  OOHApY)KMBAETCS  THUIOIDIA3HMS  SMYHHKOB,  3aJiep’KKa  CO3pEBaHUS
MPUMOPAUATBHBIX (POJUTHKYJIOB.

Kmuandeckn cunapoM IaBapjaca mnposiBisgercs HeOompmmmMm (10 2500 r) Becom
(Maccoit) HOBOPOKJIEHHOTO, MHOKECTBEHHBIMH AHOMAIHMSIMU CTPOSHHUS JIMIA M KOCTHO-
MBIIIIEYHOW CcHUCTeMBI. Y OOJBHBIX OTMeYaeTcs aojmxornedannyeckas Qopma ueperna,
CTyMeHeoOpa3Hoe 3anaeHue JIOOHBIX KOCTEH B 00J1aCTH TIEPEIHETO POJHUYKA, MUKPOTHATHSA,
TUNIEPTEIIOPU3M, CJIETKA BBICTYHAIOUICE HAAIEPEHOChE. YIIHBbIE PAKOBHHBI MAJICHBKUE,
nehopMHUpPOBaHHBIE, OOBIYHO pACMOJOXKEHbI HHU3KO, MOYKAa, a HEpPeIKO U KO3eJOK
OTCYTCTBYIOT;, Hapy>KHbIM CIyXOBOM IPOXOJ HAXOJWUTCS HA YPOBHE yTIJIa pTa WIM HUXKE,
CY’KEH, MHOTJAa OTCYTCTBYeT. ['pyauHa KOpPOTKas, MEXpeOephbs YMEHBIICHBI. MBIIICUHBIN
TUIIEPTOHYC OOYCJIOBIMBAET CHEIU(PUICCKOE IOJ0KEHHE KOHEUYHOCTEH (OHM COTHYTHI,
NpUBEACHBI K TYJOBHUINY, HMeeTcs (uekcopHas nedopmarus manelieB pyk). MHorma
OTMEYAeTCs aruia3usi OOJIBIIOTO TMMajiblla KUCTeW M Jy4eBhIX KocTeil. YacTto mmeer MecTo
aHOMAJIMS Pa3BUTHUSI CTOMBI: TISATKA PE3KO BBICTYMAET, CBOJ CTOIBI IPOBHCaeT (Tak
Ha3blBa€May CTOIMA-Kayajka), IEpBbI€ TMajbllbl CTON KOPOYE OCTAIbHBIX B CBSI3U C
yKkopoueHHeM | mmrocHeBo# KocTh. MimeeTcs rumoriasust HorTei, AucIuia3us Ta300eIpeHHbIX
CyCTaBOB. BcTpedaroTcss CHMHHOMO3TOBBIE TPBDKHM M PACIHICIMHBI TyObl. Y OOJIBHBIX
HAOJIIOIAfOTCS  MTO3, AK30(TAIbM, AIUKAHTYC, MHKPO(TaIbM, NOMYTHEHHE pPOTOBHIIBI,
KOJIOOOMBI COCYAMCTOM O0O0IOYKH M INCKA 3PUTEIHHOTO HEPBa, aTpodus TUCKOB 3PUTEIBHBIX
HEpPBOB, TUMOMUTMEHTAIIUSI MUTMEHTHOTO OJIUTENHUsl ceTdyaTku. OTMEUarTcs W3MEHEHUS
JePMaTOTTH(PUKH.

Cunopom Dosapoca: A — muxkpoyepanus, b — anomanuu nanrvyes,
B — cmona-«xauanxay

JlnarHo3 CTaBUTCSI Ha OCHOBAaHWUW KIWHUYECKUX TPOsBICHUN Oose3Hu. Jleuenue
3a0oyieBaHus He paspabotaHo. I[IporHo3 HeOmarompustTHbA. bosbiias YacTe OOJIBHBIX
nmorubaeT B epBbie 6 MecsleB Ku3HHU, mpuMepHo 10% noxkuBarot 1o 1 roga m menee 1% —
no 10 nmet u Gonee. IlpuumHO# cMepTH B MEepUHATAIHLHOM TEPHOJE SBISIOTCS achukcus,
CBsSI3aHHAs C HapyIICHUEM KPOBOOOpAIEHHUs, acClUpalldOHHAs IMTHEBMOHUS W KHILICYHAS
HEMPOXOIUMOCTh. JleTn cTapirero Bo3pacta yMUPalOT B OCHOBHOM OT ITHEBMOHUU Ha (hOHE
CEPICYHO-COCYIUCTON HEAOCTATOYHOCTH M MHGEKIuu MoueBbIX myTeid. [Ipodunaktuka He
pazpaboraHna.

HUcmounuk: borvwas Meouyunckas Duyukioneouss (BM3), noo pedaxyueii Ilemposckoco b.B., 3-e uzoanue



