XpPOMOCOMHbI€ U FreHHble
Oone3Hu YyenoBekKa

[TnaH.

1. MeToabl BbIABNEHUA XPOMOCOMHbIX
3aboneBaHus.

2. [lokaszaHnsa K KapuoTUnMpoBaHUIO

3. HapylwieHua reHoma u ero
nocnencTeuA.

4. ['eTeponnouguu. INpumepesi.
5. MoHocomuu. Npumeptil.

6. CTPYKTYpHbIE U3MEHEHNS MO
XpOMOCOMaM.



 XpoMoCcOMHbIe 6osie3HU - bonbLiasa rpynna
BPOXOEHHbIX 3aboneBaHnin 00yCrnoBNEHHbIX
N3MEHEHMNEM CTPYKTYPbIl OTAENbHbLIX XPOMOCOM UM UX
KONM4ecTBa B KapuoTune n xapakrepmayroLnxca
MHO>XECTBEHHbLIMW NOpoKaMun pa3BuTnA. [lsa pasHbix
TMnNa Mmytauum (XPOMOCOMHbLIE U TEHOMHbIE)
COCTaBNSAOLLMX OCHOBY 3TUX 3aboneBaHnN
O0BbLEANHSIOT MOHATUEM "XPOMOCOMHbIE aHOMaNun".
[1aHHOEe HanpaBneHne B MeANLIMHE BKITIOYAET B CeDS
HE TOJTbKO XPOMOCOMHbIE DOSIE3HU, HO U
BHYTPUYTPOOHYIO NATONOrMI0 (CNOHTaHHbIE abopThlI,
BbIKMAbILWLN), @ TaKXXe cCOMaTUYEeCKY0 NaTosiornto
(nenkossbl, nyvyeBasi bonesHb). Ha cerogHALWHNN OEHb
n3pecTtHo okono 1000 XpOMOCOMHBLIX aHOManun, n3
KoTopbix 6onee 100 doopm onucaHbl B BUAE
CUHOPOMOB.



* OmuosioaudyecKuM gpakmopoM XPOMOCOMHbIX
bone3Hen ABnATCA BCE 8UObLI
XPOMOCOMHbIX Mymauuu (aeneuuu,
aynnukauun, UHBEPCUN, TpaHcokaunm) v
HEKOTOpPbIE 2EHHbIE
Mymauuu (TeTpannounausa, Tpunaonaua un
aHaynnonaunsa). Npu aTom U3 BCex BapuaHTOB
aHaynnongmun y YernoBeka BCTpevaroTcs
TOJIbKO TPUCOMUUM MO ayTOCOMaM,

NoNMCoMUM No NOSIOBLIM XpOMOcCOoMaM (Tpu -,
TeTpa - U NeHTacomMmun), a 3 MOHOCOMUI
BCTPEYaeTca TONMbKO MOHOCOMMUSA X.



« Knaccugukaumsa XxpoMoCOMHOMN NaTonornm
basnpyeTcsa Ha HECKONbKUX NPpUHLUMNAX,
YUYUTbIBAA KOTOPbIE MOXHO OAaTb TOYHYIO
XapakTepucTmnky dpopme 3aboneBaHuns y
obcnegyemoro nHgmBuaa n ero
BapuaHThbl. [lepa8biu rnpuHUU - 3TNONMOrM4YeCcKnu,
nogpasymeBaeT XxapakTepUCTUKY XPOMOCOMHOM
NN reHOMHOWN MyTauUn C Y4eTOM KOHKPETHOM
XpomMocoMbl. Popma XPOMOCOMHOMN aHOMaNun
onpegenaeTcs TUNOM reHOMHOW Unu
XPOMOCOMHOU MyTaLUn C OQHOWU CTOPOHbI, U
MHOUBUAyarnbLHON XPOMOCOMOW - C APYroW.



* Takum obpasom, UMEET 3HAYEHME TO, KaKasd
CTPYKTYypa BOBIie4yeHa B NaTtonornyecknm npouecc
(XpomMocoMa, CErMEHT) U B YEM COCTOUT
reHeTu4ecKoe HapyLleHne (HegoCTaToK UNn
N30bLITOK reHeTn4eckoro marepuana). KnmHmyeckas
KapTHa HE UMEET CYLLECTBEHHOIO 3HaYEeHUS,
MOCKOJSIbKY MPU pasHbIX XPOMOCOMHbIX aHOMarnusix
nmeetcs borbliad ObLWHOCTb HapyLLUEHNN
pa3BUTUA. Bmopou rnpuHyun coCTouT B
onpeaeneHnn Tuna KNeTok, B KOTOPbIX Npou3oLusa
MyTauus (B rametax unm surote). lametnyeckue
MyTauuu BeayT K NONHbIM doopmMam XPOMOCOMHbIX
BboresHen, Npm KOTOPbIX BCE KITETKN OPraHmn3ma
HeCcyT yHacnegoBaHHY aHOMarnuio.



[lna gunarHoCTUKK Takoro 3abosieBaHUs
OOCTaTOYHO NMpoaHanmM3npoBaTb KapuoTUn KNEeToK
Kakon-HMbyab TKaHu. Ecnu xxe myTtauums
BO3HWKAET B 3UITOTE UM Ha paHHUX cTagusx
apobneHnsa B ogHOM 13 6riactToMepoB, TO
Pa3BMBAETCHA OPraHM3M C Knetkamm pasHou
reHeTU4eCcKom (XpoOMOCOMHOW) KOHCTUTYLMEN U
dopmupyetca mosandHasa goopma d6onesHu.
Mo3aunyHble opMbl MOryT coBnagaTthb No
KIMMHNYECKOWU KapTUHe C NOSTHbIMWU doopMaMun B
cliydae, ecnii YMCNO MYTaHTHbIX KIEeTOK
cocTtaBnsieT He meHee 10 %.



 [lnarHoCTuKa Mo3an4vHbIX XPOMOCOMHbIX
bonesHen BecbMa TPyaoOEMKA, NOCKOSbKY
TpebyeT n3yvyeHus KkapnoTmna 00nbLIOro Yymcna
KINEeTOK U3 pa3HbIX TKaHeW. Tpemuu ripuHyun -
BblABIIEHME NOKOSIEHUA, B KOTOPOM BO3HMKIIA
MyTaums. Heobxogmmo ycTaHOBUTb ABMSIETCSH
9Ta aHOManusg crnopagnyeckmm criy4yaem
(BO3HMKNA B raMeTax 340pOBbIX poauTeneun) nnm
9TO Hacnegyemasa doopma. Hacneoyemom
XPOMOCOMHAas nartoniorusa dyaeTt B Tex criyyasix,
Korga MyTtaumsi NPUCYTCTBYET BO BCEX KIeTKaxX
opraHuama, B TOM YUCIe U B roHadax.



* Yalle poanTtenn nmMerT HopManbHbIN
KapuoTun, a nosierieHne 60rbHOro NOTOMCTBa
ABNAETCS pe3ynstatoMm MyTauun, BO3HUKLLEN
B OO4HOW U3 raMet.

CyMMNPY4A BbILLEN3NOXEHHOE MOXHO caenaTthb
BbIBOA, YTO A1 TOYHOW OMArHOCTUKU
HeobxoanMOo onpeaennuTb TUN MyTaLuu,
BOBITIEYEHHYI0 XpOMOCcoMY, doopMy NaTornoruu
(monHaga nnm mosanyHaga) 1 MecTo B psay
NOKONeHUn (cnopagnyeckmun crnydyam unum
Hacnegyemaa popma). Takas anarHOCTUKa
BO3MOXHa TONbKO NpWU LIMTOreHETUYECKOM
nccrnegosaHu, NPOBOAMMOM Y NaUUEHTa U
ero poACcTBEHHUKOB.



* HecMOTpA Ha XOPOLUYH U3YHEHHOCTb KITMHUKN U
LMTOrEHETUKN XPOMOCOMHbIX DONe3Hewn,
NX riamoa2eHe3 HESICEH daxe B O0LLUX YepTax.
[TlpegnonaraeTcst, YTO XPOMOCOMHbIE aHOManNmn
BbI3bIBAlOT HapyLLleHne obLiero reHHoro banaHca,
pe3ynsLTaToM Yero sIBMAeTcsa AeKOOPANHNPOBAHHOCTb
B paboTe reHOB U pacCTPOMNCTBa PErynaumum Ha Bcex
ctagusix oHToreHesa. OgHako HecbanaHCMPOBAHHOCTb
reHoTuna - 3To CKopee ycrnoBue, a He 3BEHO
natoreHesa. ObLwaga cxema pasBUTUS CITOXKHbIX
NaTOSIOrNMYECKNX NPoLLECCOB (BNOXMMUYECKUX U
KIETOYHBIX), peanu3yrLmMxX XpOMOCOMHbIE aHOManun
B doeHOTMN (KIMTMHUYECKYIO KapTUHY) 6oresHu, He
pa3paboTaHa.



* YuyuTbiBag N3MEHEHMNE KONNYeCTBaA rEHETUYECKOIO
MaTepuana MOXXHO caenaTtb BbiBOA, YTO
naroniormyeckme ap@ekTbl CBA3aHbl 1 U3BMEHEHNEM
4yucna CTPYKTYPHbIX FrEHOB, KOAMPYOLWNX CUHTE3 Benka
(Mpn TPMCOMUN NX YNUCIIO YBENNYMBAETCH, NpuU
MOHOCOMUN yMeHbLllaeTcs). OgHako naMeHeHue
yucria anneneun reHa He Bcerga Bbi3biBaeT
nponopLunoHanbHOe U3MEHEHNE NPOoaYKLUK
COOTBETCTBYIOLLEro benka. Kpome toro, npu
XPOMOCOMHbIX DONEe3HAX Bcerga CyweCcTBEHHO
MEHAETCHA aKTUBHOCTb APYrux epMeHTOB N OENKOB,
reHbl KOTOPbIX JTOKann3oBaHbl HA HE BOBNEYEHHOU B
ancbanaHc XpoMoCoMe.



« OOHapyXeHHbIe NMpu AaHHbIX
3aboneBaHua buoxumuyecKkue
OMKJ/IOHeHUs (W3MeHeHNe akKTUBHOCTN (pepMEHTOB
N npoyee) TpyaHO cBA3aTb PEHOTUMNYECKNMMU
XapakTepuctmkamm Ha opraHHOM U CUCTEMHOM
YPOBHSX. Ha cerogHAWHUN AeHb yCcnewHO MOXHO
NULWb NPOBOAUTL CcOnoCTaBleHNEe KNMHNYECKOro
deHoTMNa 60Ne3HN C UNTOreHETUYECKUMU
nameHeHmnammn. ObLwmm anga scex popm
XPOMOCOMHBIX DONe3Hen ABNSETCA
MHOXXECTBEHHOCTb NOpaXXeHUn. ITo YepenHo-
nvuesble an3mopdumn, BpoXXaeHHbIe NOPOKU
Pa3BUTUA BHYTPEHHUX OpraHoOB U YacTeu Tena,
3amMefJieHHble POCT U pa3BUTUE OpraHn3ma,
YMCTBEHHaa OTCTanocCTb, U Apyrne CUCTEMHbIE
HapyLleHuq.



« Bcero npu kaxkxgon bonesHn Habnrogaetcs ot 30
00 80 pasnnyHbIX HApPYLUEHNN N OTKITOHEHUN OT
HOopMbI. [1laToreHe3 XpoMOCOMHbIX Done3Hemn
pa3BepTbIBAaETCHA B PAHHEM BHYTPUYTPOOHOM U
NpoaomKaeTcd B MOCTHATarIbHOM nNepuoje.
MHOXXEeCTBEHHbIE BPOXOEHHbIE MOPOKN Pa3BUTUSA
doopmMmupytoTca B paHHEM 3MOpPUOreHese, YTo u
OOBbSACHAET HEKOTOPYIO OOLLHOCTbL KITMHUYECKOM
KapTUHbI Pa3HbIX XPOMOCOMHbIX
bone3Hen. KnuHuvyeckuu
rosIUMOPOU3M XPOMOCOMHbIX BONne3Hen
oOyCrioBNeH reHOTUNOM opraHmuama, CTENeHU
MO3aN4YHOCTM MO MYTAHTHbLIM KINETKaMm "
YCITOBUSIMU Cpeabl.



« Bapuauum B nposierieHnn 3abonesaHnsa MoryT
ObITb O4YEHb LLUMPOKUMMU: OT JIETASNIBHOIO
ncxoda o He3HavyuTenbHbIX HApyLUeHNN
(Hanpumep, okono 70 % cny4vyaeB TPUCOMUN
21 3aKaH4YMBaETCHA BHYTPUYTPOOHOM rmbens.to,
B 30 % poxpgatotca aetn ¢ cuHgpomom [ayHa
pasHOOB6pPa3HOW KIMHNYECKON KAPTUHOW).
KnnHmnyeckoe conocTtaBrieHne NorHbIX U
MO3an4HbIX POPM MOKa3bIBAET, YTO
MO3an4vHble OpMbI MPOTEKAIOT ferdye, 4YTto
BEPOSAITHO ODYCNOBMEHO NPUCYTCTBUEM
HOPManbHbIX KIMETOK KOMMNEHCUPYHOLLINX
reHeTn4yeckum amcbanaHc.



e CuHOpom [ayHa, Tpncomusi no 21-n XxpomMmocome -
camasi Yactas U Hanboree XopoLlo N3yyYeHHas
XpoMocOoMHasa boreadHb. Hactota poxaeHusa aeTen
c cmHagpomom JlayHa cocTtaBnget npmmepHo 1:750
N HE UMEET KaKon-nmbo BpeMEHHON, 3THNYECKOW
Mnun reorpadpmnyeckon pasHuLbl 1 poanTeneu
oauHakoBoro Bo3pacTta. C Bo3pacTom (B bonbLuen
CTENEHN MaTEPU N B MEHBLLLEN Mepe 0TLa)
BEPOATHOCTb pOXaeHnsa pebeHka ¢ JaHHOW
NaTonorneun cyLwiecTBeHHO BO3pacTaEeT, U B
Bo3pacTe 45 net coctaBnsaet okono 3 %.
LinToreHeTnyeckmne BapuaHTbl cnuHapoma dayHa
pa3HoObpasHbI.



* OCHOBHYIO OSH0 COCTaBMAKT Clyyan NosHOu
TpcomMun 21 Kak crieactBme HepacxoXxaeHus
XpOMOCOM B Meno3e. Hapsagy ¢ 3TUM U3BECTHbI
cnyyau perynapHou TpMcomMmmn, CBA3aHHOU C
TpaHcnokauuen 21-n XxpomMocombl Ha gpyryto - 21,
22, 13, 14 nnn 15-10 xpomocomy. No4vtn 50 %
TPAHCOKaALUMOHHbLIX pOpM HacnegyeTtcs oT
pogutenen Hocutenen n 50 % - BHOBb BO3HUKLLNE
MyTaummn. COOTHOLLEHWE ManbYMKOB N OEBOYEK
cpeaun HOBOPOXAEHHLIX ¢ cuHapomMom [ayHa
coctaenget 1:1. KnuHnyeckaa kaptnuHa cuHgpoma
[ayHa pa3Hoobpas3Ha: BPOXXAEHHbIE MOPOKM
Pa3BUTUA, HApYyLLEHUA NOCTHaTarlbHOro pa3BuUTUA
HEePBHON CUCTEMbI, UMMYHOO4EMUUNTLI U Opyrue
OTKMNOHEHMUA.



 MHOrne cMMnNTOMbI 3aMETHbI YXKE NPU POXOEHUN
pebeHKa n ganbHeNLWeM NposiBNAITCA elle bornee
OTYETNNBO. V3 YepenHo-nmueBbIX An3mopdounmn
OTMeYaeTcs MOHIonouaHbIn paspes rnas, Kpyrnoe
YMIOLWEHHOE NNLIO, NiTocKas CrnHKa Hoca, KPYnHbIN
A3blK, Opaxuuedanusa, 0eopMNPOBAHHbIE YLLIHbIE
PAKOBUHbI. Tak )Xe xapaKTepHbl MblLLEYHas
rMNOTOHNS U pa3dbonNTaHHOCTbL CyCcTaBoB. YacTo
ONarHoCTUPYHOTCA BPOXAEHHbIWM MOPOK cepaua,
KNnHogakTununsa. BetpedatoTca naMmeHeHus
aepmaTtornudounkn B Buae YeTbipexnanbLEBON, NNK
"obe3bsiHbeW", cKNnaakun Ha NagoHW, OBe KOXHble
CKNnaakn BMeCTO TPeX Ha MU3NHLIE. XapaKTepeH
HMU3KMK pocT (Ha 20 cm HMXe cpeaHero). duarHos
cuHgpoma [layHa ctaBuUTCA Ha OCHOBaHWUMU
KINMMHUYECKN Ha OCHOBaHUMN COYETaHUA psaa
CUMMNTOMOB.



« Hanbonee BaXHbIe U3 KOTOPLIX: YNSIOWEHNE
npodpuna nuua (90 %), oTcyTCcTBME CcOcaTenbLHOro
pednekca (85 %), n3dbITok koxun Ha wee (80 %),
MOHronionaHbin paspes rnas (80 %), Mbllue4vyHas
runotoHus (80 %), pasbontaHHoCTb cycTaBoB (80
%), aucnnactuyveckumn tas (70 %),
nedopmmpoBaHHble YyilHblE pakoBUHbI (40 %),
KnMHogakTunma musuHua (60 %),
yeTblipexnanbueBas crubaTtenbHas cknagka
(nonepeyvHas nuHMS) Ha nagouun (40 %).
bonbLoe 3Ha4YeHne ans AnarHoCTUKN MMeET
3agepKKa YMCTBEHHOIO U oM3N4ECKOro pa3BUTUS
pebeHKa. 3agepKka YMCTBEHHOIO Pa3BUTUS
MOXET AOCTUraTb CTENEHN NMOULMNBLHOCTK, a
KO3 pNLUMEHT YMCTBEHHOIO PasBUTUA Yy Pa3HbIX
neten wmnpoko Bapbupyetcs (IQ ot 25 oo 75).



* bonbHbIe ¢ cnHapomom [ayHa 4acTto bonetoT
NMHEBMOHUAMMN, TAXKENO NEPEHOCAT OAeTCKMe
MHAQEKLMWN. Y HUX OTMEeYaeTca HegoCTaToK MaccChl
Tena. BpoXgeHHble NOPOKM BHYTPEHHUX OpraHoB
N He4OoCTaTOYHOCTb MMMYHHOW CUCTEMbI YacTo
NpUBOOAT K NeTarbHOMY Ucxody B nNepBble S neT
Xn3Hun. dndpdepeHumansHaa guarHocTuka
npoBoauTCA ¢ Apyrumu doopmamm XPOMOCOMHBbIX
aHOManmn n BpoXaeHHbIM TMNOTUPEO30M.
LiInToreHeTn4yeckoe nccnegoBaHme nokasaHo U
npu nogo3peHun Ha cuHapom [dayHa n npu
KNMUMHNYECKN YCTaHOBNEHHOM gunarHose. B
nocneagHem criydae 3ato Heobxoanmo Ans
NPOrHo3a 340p0oBbs ByayLMX AETEN Y poauTENEN
pebeHKa U X poaCcTBEHHMKOB.



* J[leyebHasi nomMoLb 4ETAM C CUHAPOMOM
[1ayHa mHoronnaHoBa 1 HecneungunyHa.
BpoXaeHHble MOpoKM cepaLa yCTpaHAoT
onepaTtuBHO. [10CTOAHHO NPOBOAUTCH
obLleyKkpennsatoLwiasa Tepanus, 3aliura oT
OEVNCTBUA BPeOHbIX (0aKTOPOB BHELLHEN
cpeabl. MHorne 6ornbHblE € Tpucommen 21
CNOCOOHbLI BECTU CAMOCTOATENbHYIO KNU3Hb,
OoBflageBaloT HECMOXHbIMK NpodoeccuUamu,
CO30al0T CEMbIO.



e CuHdpom lMamay- Tpncommsa no 13-n
XpOMOCOMe, BblAerneH B CAMOCTOATENbHYIO
Ho3onorn4veckyto dpopmy B 1960 . B pesynbrarte
reHeTU4eCcKoro uccrnegoBaHna y A4eTeun C
BPOXAEHHLIMM NOPOKaMN Pa3BUTUSL.
OBHapyXeHbl MPOCTbIE N TPAHCITOKALUOHHbIE
doopMbl Tpcommmn 13, ogHaKo KINUMHNYECKN U
naTonoroaHaToOMMU4YeCcK OHN HEPA3NMUYUMBI.
UacTtoTta cuHgpoma [aTtay cpean
HoBoOpoOXAeHHbIX cocTtaBnaeT 1:6000.
COOTHOLLEHME NonoB Npu gaHHOW naTosiorum
b6nunsko 1:1. Hactoe ocnoxHeHue npu
BblHalLMBaHWKM nnoga ¢ cmHapomom [laTay -
mHorosogme (50 %). [lna 3aboneBaHus
XapaKkTepHbl MHOXXECTBEHHbIE, TSXKESbIE NOPOKU
Pa3BUTUSA TOSIOBHOIMO Mo3ra, MO3roBou 1 NULIEBOU
yacTten yepena, BHYTPEHHNX OpPraHoB.



* OKpY>XHOCTb Yeperna 0bbl4HO YMEHbLUEHA, 1100
CKOLUEHHbIN, HN3KUW; rMa3Hble LWenu y3Kkue,
nepeHocCbLE 3anasLuee, YHbIE PaKOBMHbI HU3KO
pacnonoXxeHbl u gecdopmupoBaHsl (80 %).
TunnyHbIN NPU3HaK - pacLlenmHa BEpxXHeEN ryobl n
Heba (70 %). Bcerna obHapyXmBarOTCA NOPOKU
BHYTPEHHUX OpraHoB B pa3HbIX KOMOMHALNAX:
nopoku cepaua (80 %), He3aBepLUEHHbLIN MOBOPOT
knwedHunka (40 %), kuctbl nodvek (42 %), aHomanum
BHYTPEHHMX MOJSI0BbIX OpraHoB (73 %), AedekTbl
nogykenyno4vHou xenesbl (43 %). HacTto
Habnogaetca nonuagakTunua kncten (50 %) n nx
donekcopHoe nonoxeHne(44 %). etn c
cuHapomom [laTtay npakTnyeckn Bcerga UMeroT
rmyOoKy0 NOUOTUIO.



* KnnHn4yeckaa gnarHoctuka OCHOBbIBAETCA Ha
COYETaHUN XapaKTepPHbIX NMOPOKOB pa3BUTUA.
OpgHako peluaroLwmm pakTtop B ANarHoCTUKeE -
nccnegosaHue Xpomocom. LimtoreHetmnyeckoe
nccnegoBaHMe nokasaHo BO BCEX Cryvasax, B TOM
yucrne y ymepLumx 00onbHbIX, C LENbo
COCTaBINEHMNS NPOrHo3a anga oyaywmux geTteun B
cembe. JleuebHble MepOonpUATUA HECTTELIMMPUNYHDI:
obLleyKkpennstoLllee nevyeHue, TwaTernbHbIN yXo[,
npodumnakTrka NpPocTyagHbIX U MHPEKLMNOHHbIX
bonesHen. B cBA3UM C TaXenbIMU BPOXOEHHBIMU
nopokamMmu passBmnTmnst BONbLUMHCTBO OETEU C
cuHgpomom [laTtay ymupatroT B NepBbie Heaenu
N Mecsubl XXN3HU, HO HEKOTOPLIE DOSbHbIE
XMBYT OO HECKOJbKUX NET.



 CuHOpomM KnauHopernnbmepa OTHOCUTCA K
rpynne rnorMcomMmnim no nosioBbIM XPOMOCOMaM.
3aboneBaHne BKIOYaeT B cebs crnyyaum
NONMCOMUN, NPU KOTOPbIX MMEETCHA HE MEHEE
OByx X-XpOMOCOM U HE MeHee OgHOoU Y-
Xpomocomsbl. Hanbonee yacto (npumepHo 1:600)
BCTpeyaeTcsa cuHgpom KnamHdensrepa c
Habopom 47, XXY.OTOT CUHOPOM SABNSAETCS U
Hanbonee TUNUYHbIM KIMHUYECKN. BapmnaHThbl
nonucommun ¢ 6onbLIMM Ymcrom X - n Y-
XPOMOCOM (XXXY,XYY,XXXXY,XXYY)
BCTpeyatoTca peako. [pucytcrtene Y-XpOMOCOMbI
onpenendaeT dpopmMmupoBaHue myxckoro nona. o
nepuoga rnosioBoro co3peBaHNAa Mans4YnKu
pa3BMBalOTCS NOYTU HOPManbHO.



* BbidbiBaeMbI 4OOABOYHON X-XPOMOCOMOW
reHeTn4eckumn gucbanaHc npPosBNsiIETCS
KIMMHNYECKN B Nepuog NosioBOro Co3peBaHns B
BuAe HeOopa3BUTUA CEMEHHUKOB U BTOPUYHBLIX
MY>KCKMX NOMOBbLIX NpuU3HakoB. MyX4mnHbI C
cuHapomom KnanHdoenesrepa o0bl4HO UMEIOT
BbICOKNIN POCT, aCTEHMNYECKOE UNMN eBHYXoMOHoe
TEnocrnoXeHne, cnaboe oBonNoceHUe nuua,
NoAMbILLEYHbIX BNaauH 1 rodka. BeigBnsieTcs
YMCTBEHHAsA OTCTaNOCTb JIErKOn N cpeaHewn
CTEMNEHU, a B YETBEPTU CNyYyaeB NrMHEKOMACTUA.
bonbHble becnnogHbl (azoocnepmus,
onurocnepmums).



* CuHOpowm Lllepeuwieasckozo-TepHepa -
eQVHCTBEHHada popma MOHOCOMUN Y
XNBOPOXOeHHbIX. LinToreHeTnka cnHapoma
pa3Hoobpa3Ha. boriee nonoBuHLI BCeX DOIMbHbIX
OAaHHbIM CUHOPOMOM UMEIOT MPOCTYHO NOSTHYIO
MOHOCOMMIO NO X-Xpomocome (45,X). B
oCTanbHbIX Cry4yasix HabngatoTcs Mo3anyHble
doopmebl 1 boree peakue popmbl CO
CTPYKTYPHLIMW aHOManmMsamMm X-XxpomMoCOM
(oeneuus, TpaHcnokauua n apyrme aHomanun).
KnuHunyeckn cnHapom LllepelieBsckoro-TepHepa
nposiBrsieTcsa cnenyrowmmmn npusHakamm. Co
CTOPOHbI MOSIOBON CUCTEMbI OTMEYaEeTcs NnMMbo
NofnHoOe OTCYTCTBUE roHa (areHesnst), nmMbo
rmnonsias3ns MmaTtku U MaTtodHbIX TPyO, nepBUYHasA
aMeHopes, HeoCTaToOK 3CTPOreHoB, NOT0BOU
MHJAHTUNNIM.




« BcTpeyaloTca pasnnyHble NOpPoKN cepaeyHo-
COCYaANCTON cucTembl N nodvek. CHUXKEHUS
MHTENEeKTa He OTMEYaeTCcH, oaHaKo DOofbHbIE
oOHapyXnBatoT 3MOLMOHAalbHY HEYCTOMYNBOCTb
N NMHPAHTUIIN3M NCUXUYECKNX NPOLIECCOB.
BHellHu BuA, 6onbHbIX CBOEOOpa3eH.
OTmevaloTcs XxapakTepHbIE CUMIMTOMbI. KOPOTKas
Les ¢ N30bITKOM KOXU U KPbINOBUOHLIMU
CKnagkamu; B NoapOCTKOBOM BO3pacTe
BbIABMAETCA OTCTaBaHMe B POCTe U pa3BUTUA
BTOPUYHbIX NOMOBbLIX MPU3HAKOB; A9 B3POCSIbIX
XapaKTepHbl HapyLLleHNA cKeneTa, YepernHo-
nvuesble an3amopdun, BanbrycHas gesmaumngd
KONEHHbIX U JTOKTEBbLIX CYCTaBOB, HN3KOE
pacnonoXeHune yLIHbIX pakoBWUH, AUCNPONopLUK
Tena (yKkopodeHue Hor, OTHOCUTENbHO LLIMPOKUNA
nre4yeBomn nosic, y3kum tas).



* PocT B3pocnbix 6orbHbiX Ha 20-30 cm HUXe
cpenHero. JleyeHne OOrbHbIX C CUHOPOMOM
LLlepeLueBckoro-TepHepa KOMMMeKCHoe U
BKIIOYaeT B ce0s1 PEKOHCTPYKTUBHYIO U
NAacTUYECKYH XUPYPrmto, ropMOHarbHYIO

Tepanuto (3CTPOreHbl, OPMOH pocCTa),
ncuxoTepanutio.



 CUHOpPOM Kowa4Ybe20 KpukKa - YacTn4Has
MOHOCOMMUS MO KOPOTKOMY Mrieyy 5-n XpOMOCOMbI
(5p-). CI/IH,EI,pOM oOycrioBneH neneunen KopoTkoro
nneda 5-m XpOMOCOMbI. Y AETEN C 3TOU
XPOMOCOMHOW aHOManMen oTMe4YaeTcs
HEeOObIYHbIV Mriady, HarnoMMHaOLLNA
TpeboBaTenbHOE KoLlavybe MAYyKaHbe U KPUK.
YacTtoTa cuHapomMa JOoCTaToOYHO BEnKa Ans
aeneunoHHblx cuHgpomos - 1:45000.
LinToreHeTnyeckn B OOMNbLUMHCTBE CriyvyaeB
BbIABMSAETCS Aeneuuns ¢ ytpaTton oT TPeTU A0
NONMOBWUHbI KOPOTKOIO rnsieda 5-u XpoMoCOMBblI,
pexe HabrogaeTcs NosiHaga yrparta KOpoTKOro
nneda. [na pasButna KNMHUMYECKOW KapTUHbI
CUHApPOMaA UMEET 3HAYEeHME He BEMNMUYMHa
yTpa4yeHHOro y4yacTtka, a KOHKPETHbIU
He3HavyuTenbHbIN pparMeHT XpOMOCOMbI.



* KnnHnyeckasi kaptnHa cmHapoma J0BOSIbHO
CUNbHO BapbUpyeTcs Yy OTAENbHbIX DOMNbHbIX
Mo COMETaHUI0 BPOXOEHHbIX MOPOKOB
pa3BUTUS opraHoB. Hanbonee xapakTepHbIn
Npu3Hak - "Kowadunn Kpuk" - obycnosneH
N3MeHeHneM roptaHn. Y 6onbLUMHCTBA
BOSIbHLIX UMEITCS T€ UIMN UHBIE N3MEHEHUS
MO3roBOro Yepena v nuua: nyHoobpasHoe
nnMuo, MUKpoLuedanusa, MUKporeHus,
aHTUMOHTOSTONAHbIN pa3pes rnas, BbICOKOEe
Hebo, NNockasa cnnHKa Hoca, aedopmauus
YLWHbIX pakoBUH. Kpome Toro, BCTpeyatroTcd
BPOXXJEHHbIE MOPOKU cepaua, KOCTHO-
MbILLEYHOWN CUCTEMbI N BHYTPEHHUX OPraHoB.



* BblpaXeHHOCTb KITMHNYECKOWU CUMMTOMATUKN
MeHsieTca ¢ Bo3pacTtoMm. "Kowavumn Kpuk",
MblLLIEYHAs! TMNOTOHUA, NTYHOODOPAa3HOCTL Nnuua C
BO3paCcTOM McYe3aloT, a MUKpouedanusa
BbISIBIIAETCA Donee oTYETNNBO, NPOrpeccupyeT
NCUXOMOTOPHOE Heaopa3BUTUE, KOCOrnasue.
[MpOOOMKNTENBHOCTD XXNU3HU BONbHbLIX 3aBUCUT OT
BbIPaXXEHHOCTU KITMHNYECKOW KapTUHbI B LENOM,
TSXKECTU BPOXKOEHHbLIX MOPOKOB BHYTPEHHUX
opraHoB (npexae Bcero cepaua), ypoBH4A
oKa3blBaemMon MeauLMHCKON MOMOLLUMN U
noBceaHEBHOWU XU3HU. BonbLUMHCTBO OOSbHbIX
YMUPAET B NepBOEe AecATUNeTne XXnsHun. Bo Bcex
cry4vasix 60nbHbIM N UX PpoAUTENSIM MOKa3aHo
LUUTOreHeTun4yeckoe obcnegoBsaHue.



