SAJAHUSA JISA CAMOITIOATI'OTOBKHA
1Mo y4eOHou aucuumiiniae «Meauko-0M0J10ruH4YecKue 0CHOBBI
KOPPEKIUOHHON MeJarorukKu U MCUuXoJI0Trum:
OCHOBBI FTeHETUKH YeJI0OBEKA»

YACTb 3: OCHOBBI MEJUITMHCKOM TEHETUKU

§3.2. HacieacTBeHHbIE 60J1€3HA

HacnencrBennbie 0o0Jie3HM — 3TO MAaTOJIOTMYECKHUE COCTOSIHMS, B OCHOBE
KOTOPBIX JIEKUT M3MEHEHHE HACJIeICTBEHHOro maTtepuana (Myrtamus). B pazsutuu
TakuX 3a00JIEBaHMI TJIaBHYIO POJb UIPAIOT HApYILIEHUS B CTPYKType T'eHa WU
xpomocoMbl. K 1992 r. HacuuthiBanoch yxe 5 710-THUNOB HacIeICTBEHHBIX
3a0oneBanuii. Bce HacieacTBeHHble OOJIE3HM [0 XapakTepy H3MEHEHUs
HACJICICTBEHHBIX CTPYKTYp TMPUHATO pa3leisiTh ‘Ha TpU OOJBIINE TPYIIIIHL:
XPOMOCOMHble,  MOHO2eHHble,  noauceHHvle. (00JE3HM C  HACIEICTBEHHBIM
OpelpacnoyiokeHueM  —  MynbTudakTopualibibie).  [lockosibky ~ HMMEHHO
XpOMOCOMHBIE W MOHOTEHHbIE 0oJje3Hu o0ycinoBiauBaloT 80% yMCTBEHHOMU
otcTanoctu, 70% BpoxkaeHHOU cienoThl, 1050% BpOXKAECHHOW TIyXOThl y AETEU C
OCOOECHHOCTSIMH TICUXO(U3UYECKOIO PA3BUTHUS, OCTAHOBUMCSI Ha XapaKTEPUCTHKE
ATUX TPpYMII 3a00JI€BaHU.

XpomocoMHbIe 00J1€3HH

XpOMOCOMHBIC - 0OOJIe3HW —  Tpylma  IMMaTOJOTHMYECKHUX  COCTOSHHUM,
00yCIIOBICHHBIX MYTAIlMOHHBIMUA W3MEHEHUSIMU B XPOMOCOMHOM Habope (Tabmuia
4).

[lokazano, uyto mnpumepHo y 40% cmnoHTtaHHbIX abopToB M 6% Bcex
MEpPTBOPOXKICHHBIX HMMEIOTCS M3MEHEHUsS Ha XPOMOCOMHOM YypoBHE. B To ke
BpeMsi, okosio 6 u3 1000 HOBOPOKIEHHBIX MMEIOT XPOMOCOMHBIE HApyIIEHUs, a
VAENbHBI BEC XPOMOCOMHBIX Ooje3Held B Tpynme JAeTel ¢ BpPOXKICHHBIMU
aHoManusiMu coctaBisger okono 50%. KnnHudecku mnodtu Bce XpOMOCOMHBIE
0omne3Hn MPOSIBIISIFOTCS HapyIlICHHEM MHTEJUIEKTYaJIbHOTO pa3BUTHUS;
MHOXECTBEHHBIMU BPOKJICHHBIMH TMOPOKAMHU. DTO MOXET OBITh YMCTBEHHOE H
duznueckoe HEIOpa3BUTHE, TOPOKU Pa3BUTHS CKeleTa, aegopmarus deperna,
MUKpoTtiedaIus, SMUKAHT U MH. JIp.

MexaHu3M BO3HHKHOBEHHS TE€HOMHBIX MYTAllMd CBS3aH C NATOJOTHEHN
HapyIlIeHUs] HOPMAJIbHOTO pACXOXKJICHHUS XpoMocoM B Meio3e (aHadaza-l u
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anadasza-ll), B pesynbrate yero oopa3yroTcsi aHoMajabHbIE TaMeThl (10 KOJTUYECTBY
XPOMOCOM), TIOCJIE OTUIOOTBOPEHHUS KOTOPBIX BO3HUKAIOT TE€TEPOIUIOUTHBIC 3UTOTHI
(puc. 17).
Tabnuia 4
YacroTa BCcTpeyaeMoCTH 3a00JIeBaHU, BBI3BAHHBIX PAa3JIMUYHBIMU THIIAMU
AHEYIUIOWINH Y YeJIOBEKa

YacTtoTta cpeamn

Tun myTaumm CvHOpoMmbl HOBOPOXAEHHbIX

AyTOCOMBI

Tpucomus 21

1/7

47 XX(XY)+21 Hlaysa 1790

Tpucomus 13
I 1

47, XX(XY)+13 . 15000

T 18

pruCoOMUsA SﬂBapﬂca 1/10 OOO

47, XX(XY)+18

[TonoBBIE XpPOMOCOMBI (KEHCKHUEC)

X0, M 111 _
" ,X OOHOCOMI/IH Tele)izl;:mmro R
Z?’( i;(;r(pHCOMHH XXX-euHapom 1/700
[TonoBBIE XPOMOCOMBI (MYXCKHUE)
Z?’( ;XY KnaitadensTepa 1/500
fg’( ;IY Knaitndensrepa 1/500
Z(7Y’ ;YY Hy6ms Y 1/1 000

XpOMOCOMHBIE MYTallMU  (XPOMOCOMHBIE TEPECTPOUKH, XPOMOCOMHBIE
abepparuu) IpUBOIAT K U3MEHECHUIO YHCIIa, PAa3MEPOB U OPTraHU3AIMH XPOMOCOM.
B cnydae rerepomyonnuu OCOOCHHO TsDKEIBI MOHOCOMHHU. MOHOCOMHH TI0
ayTOCOMaM 3aKaHYMBAIOTCSl JIETAIbHO €II€ B IMEpBble JHU HSMOPUOHAIBHOTO
pa3BUTHA WIM MPUBOJAAT K THOENM 3apojpllia Ha Oojiee MO3JHUX CTaIUsIX
(cnontanubeie aOopThl). IloHBIE TPUCOMUU OMHUCAHBI Yy 4YEIOBEKA MO OOJIBIIOMY
KonuuecTBy xpomocom: &, 9, 13, 14, 18, 21, X, Y. Haubonee u3yuyeHHBIMHU
CUHJIpOMaMH, B OCHOBE KOTOpPBIX JI€KAT HAPYIIEHUSI B CHUCTEME ayTOCOM
(reHOMHBIE MYyTallMu, XPOMOCOMHBIE MYTalMM) SIBJISIEOTCS Tpucomuu 21, 13, 18,



TpaHCJIOKaMOHHAs ¢opMa cuHApoMa JlayHa, CHHIPOM «KOIIAYBEro KpHKa», B
cucteme noJoBeIX XxpoMocoM TpucoMun XXY, XXX, XYY u monocomus XO.

-

| G

Puc. 17. CxeMatnyeckoe n300pakeHne HePacXoKICHHs OJTHOM Mmaphbl
XpOMOCOM B'|. MEHOTHYECKOM JICJICHUU;
A — meriotnueckoe nenenue | u ll;
b — 3urotel: 1 — Tpucomusi, 2 — MOHOCOMMUS

Bonpocsl 1jist camonoaroropku (16):

1. Hapucyitre cxemy Kiaaccuukamuy Bcex HACISICTBEHHBIX OOJIe3HEN 1O
XapakTepy U3MEHEHHS HACJICICTBEHHBIX CTPYKTYD;

2. JlaiiTe onmpeneneHne MOHITHIO «XPOMOCOMHEIE OO0JIE3HNY;

3. Hapucyiite cxemy MexaHu3Ma BO3HUKHOBEHHSI TCHOMHBIX MYyTaIlUH;

4. Hapucyiite cxemaTH4YeCKOe H300paKeHNE HEPACXOXKICHUS XPOMOCOM B MEH03¢;

5. 3amonHUTe TaOIUIly HacIeACTBEHHBIX 3a00I€BaHUM, BEI3BAHHBIX PA3TUYHBIMU

TUIIAMH aHEYIUIOUIUU Y YEJIOBEKa
Tun anyennonaum CuHgpom ®opmyna 6onesHu Tun myTauum Hacrora
BCTPEYaemMocTy

Aymocomnas Hayna 47 XX(XY)+ 21 Tpucomus 21 1/700




Bonesnw [layna (mpucomusn 21; 47,XX(XY)+21)

Huarnoctuka Oosie3Hu JlayHa yKe y HOBOPOXKJIEHHOIO HE BbI3bIBAET
s3atpynuenuid. [lpu Oone3nu Jlayna BcTpeudaercss oT 9 10 29 comaTuyeckux
aHomayinidi. Haunbosiee yacTo mpu 3TOM CUHAPOME BCTpedaroTcsi: OpaxuiuedanbHbIi
Yeper CO CIIIaKEHHBIM 3aTbUIKOM M YIUIOUIEHHBIM JIHUIIOM; SMUKAHT (BEpTUKaJIbHas
CKJIaJIKa KOXH MOJYJyHHOW ()OPMBI, MPUKPHIBAIOIIAs BHYTPECHHUW YTOJ TJa3a);
natHa bpymduibaa (cBetibie NATHA Ha pagy’kke). XapakTepHbl MajeHbKUE
HEJIOPAa3BUTHIC YIIIHBIC PAKOBUHBI, YBEIUUYEHHBINH «CKJIQAUaThli» SI3bIK; HMIUPOKUE
KUCTH C KOPOTKMMH MaJIbllaMd U YKOPOYEHHBIMU HUCKPUBJICHHBIMU TMATHIMU
najgblaMu (KJIMHOAAKTUIINSA); TOonepedyHass 60po3jia Ha OAHOW WM 00EuX JIaJIOHIX
(«00e3bsiHbsI CKIIAJKa»); pacCIIMpPEHHbIE MPOMEXKYTKH Mexay 1 u 2-M nampuaMu
ctorn. MHTemekTyalbHbli AepeKT OOJIbHBIX YriIyOsieTcs: ¢ Bo3pacToM. M3BecTHO,
yTo mpuMepHo y 60% neteit ¢ Oose3npto JlayHa uMeEroTcs pasHbie (POpPMBI
naToJioruu a3, ay 70% oOHapyKUBaIOT TYTOYXOCTb.

bonbioe BHMMaHue B TOCJHEAHHE TOIbI yAEIseTCs M3YYCHHIO MaToreHe3a
cuapoma Jlayna. B HacTosiiee BpeMs NpesiokeHa 00beIMHEHHAs TeHeTHYecKast
runore3a cuHapoma Jlayna u Oonesnu Agnsiireiimepa. B cratyce Takux OONBHBIX
BBISBJISIETCS  TPEKJEBPEMEHHOE CTapeHhe, . mpeobiafaHue JereHepaTuBHBIX
COCYIUCTBIX HApYILIEHUN, CaxapHbId JAUA0ET, KaTapakTa. XapaKTEPHBIM SBISETCS
u30MpaTeIbHOC  HAKOIUIGHWE  HWIMEeHTa  JjunodyciuHa  (JUmodyciuHo3),
n30upaTesbHOE OBPEXKICHNE XOIMHEPTUUYECKUX HEUPOHOB B 0a3alibHBIX FAHTIIHX,
CKJIOHHOCTb K 3JI0Ka4eCTBEHHBIM, HOBOOOpA30BaHMM, crielu(puuecKkre HapyluIeHus
clyXa W JIpyrue NpU3HAKU, @ TJABHOE — XapaKTEpHBIE HApYIICHUS WHTEJJIEKTA,
HAaIIOMHUHAIOIINE TaKOBbIC NIpH cTapuecko Oone3nu Adnbureitmepa. Cremyer
OTMETHUThH, YTO MJIA BCEX MNpOrepuil (CHHAPOMOB MPEKIECBPEMEHHOIO CTAPECHUS)
xapaktepHbl HapymieHus JIHK-renukasz — ¢pepmenToB, pacmerarommx HuTtH JIHK
IIpH peruiuKain, pekomouHaruu u penapaiuu JJHK.

Hcnonp30BaHuEe IIUTOTEHETUYECKUX METOJOB MCCIEAOBaHUS MOKa3ano, 4To
npumepHo 80% Bcex ciyyaeB MpoOCTOMl TpucomMuu 21 uMeEeT MaTepUHCKOE
npoucxoxaeHue u okoiao 20% — ormosckoe. Ilpu atom numb 20% Bcex ciydaeB
«MaTepUHCKOro» cuHApoMa JlayHa oOyCIIOBIEHO HEPACXOXKACHUEM XpoMocoM 21-
Oi mapsl BO BTOPOM JIEJIEHUU M€i03a, a OCTAIIbHBIE — OIINOKAMH NIEPBOrO JAEIECHUS
Meno3a.

BonpocsI 1715t camonoaroroBku (17):
1. JlaiiTe KpaTKytO XapakTEepUCTHKY Oosie3Hu JlayHa 1o 1uiany:
— Knaccudukarus 60ie3Hu;
— ®opmyna 6one3Hu;
— TunuuHbie TMarHOCTHYECKHUE TPU3HAKY;
— COCTOSIHME WHTEJUICKTYaJIbHOM Cdephl, MPOTHO3 JJIS KU3HH.
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Bonesnv /layna mpancnoxkayuonnoii popmur (46,XX(XY)t14(13,15,22)/21)

Tpancnokanuonusie popmel cuHapoma Jlayna Habmonatorcst B 3—4% ciyuaes.
Yucno onpeaenseMblX XpOMOCOM B TAaHHOM BapuaHTe 00Jie3HH HOpMaibHOE — 46,
TaK Kak JOIOJHUTEIbHAsS XpoMocoma 21 mepeHeceHa Ha oaHy u3 ayrocom (13, 14,

15 wim 22) (puc.18).

14

Puc. 18 Tpancnokarus 14/21.

[Ipu »ToM oOmMH u3 (QEHOTUNHYECKH 3HOPOBBIX POJUTENEH SBISIETCS
HocHTeNeM cOaJaHCUPOBAHHOW TpaHCIoKaluu, B kapuorture sTux ponaurenei
HacuMThIBaeTCA 45 XpoMOCOM, a OJIHA U3 ayTOCOM COCTOUT Kak Obl U3 JBYX YacTei
U COIEPKUT TEHETUYECKH MaTepuall HeJOCTAaloUlell XpOMOCOMBI, MO3TOMY IpHU
o0IIeM Yuciae XpOMOCOM, paBHOM 45, HET yTepu T'€HETHYECKOTo MmaTepuana
(puc. 19). IlpumepHo B 1/3 BcexX ciaydacB TPaHCIOKAMOHHBIN BapHAHT CHHIPOMA
JlayHa MMeeT Haclle/ICTBEHHbIN XapakTep. BrisBieHue y xoro-nubo u3 poauTenen
cOaJIaHCUPOBAaHHOM TPAHCIOKALMK ONpEAeNsieT HEOOXOAUMOCTh MpPEHATaIbLHON
JTUATHOCTUKH.

Bonpocsl ajisi camonoaroropku (18):
1. JlaiiTe  KpaTKyr0 XapaKTepHCTHKY Oosie3HH JlayHa TpaHCIOKAIlMOHHON
(dbopMBI 110 TIIaHY:
— Knaccudukarus 60se3Hu;
— ®opmyna 6one3Hu;
— TunuuHble TUarHOCTHYECKHUE MPU3HAKY;
— CoCTOsIHME UHTEJUICKTYalIbHOM cdephl, TPOTHO3 AJIS KU3HH.
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Cunopom Josapoca (mpucomusn 18; 47, XX(XY)+18)

[Ipy xapuoTHUNMHPOBAHUU OOJIBHBIX BBISBISIETCS JIMIIHAS XpPOMOCOMa U3
rpynmnbl E (xpomocoma 18). deHOTUNIMYECKUE MPOSIBICHUS CHUHApPOMa DiaBapjica
JOBOJIBHO XapaKTEpHbI. DTO HaJW4HUE JOJUXOLe]albHOrO uepena, CAaBICHHOTO C
OOKOB, C HU3KMM JIOOM M HIMPOKHM BBICTYMAIOIIUM 3aThUIKOM; IJIa3HbIE ILIETU
y3KH€;  OJMHUKAaHT;  HIKHAA  YeNIOCTh  MalileHbKas,  CKOIIeHa  Ha3aj
(MUKpOpeTpOorHaTus); poT MaJ€HbKUN, TPEYroJbHOU (OPMBI C KOPOTKOW BEpXHEU
ry0oif; 1es KOpoTKasi, ¢ KpbUIOBUHOM CKIIaJKOM.

[Ipy pgaHHOM CHHAPOME THUIMYHBI AHOMAJIMHM  OINOPHO-IBUTATEIBHOIO
anmnapara: KUCTH M Malblbl pPyK KOPOTKHE, MAThIC MajbIbl UCKPUBIEHBI, MaJIbLIbl
CKaThl B KyJaK, BTOPOM M MSTHIA MalbIbl PACHOJIOKEHBI CBEPXY U MPUKPHIBAIOT
OpwXKaTble K JIAJJOHM BTOPOM W 4YETBEPTHIA Mablibl; MEPBBIA Majel CTOIbI
KOPOTKHM U MIMPOKHUM, CHHAAKTHIINS BTOPOT'O U TPETHETo NAJIbLIEB; (popMa CTOIBI B
BUJIE «KAYATKH.

[Toutn 95% OONBHBIX UMEIOT TMOPOKH <CepAlla, KPYIHBIX COCYJIOB,
MOUYEIIOJIOBOM CHUCTEMbI, aHOMAJIUM OPraHoB muileBapeHus. [IporHo3 mnis xusHu
HEeOJIaronpUsTHBIN.

BonpocsI 1j1st camonoaroropku (19):
1. JlaliTe KpaTKyrO XapaKTECPUCTHKY CHHIpOMa DaBap/ca 1o IIaHy:
— Knaccudukarus 605ne3Hu;
— ®opmyna 00JIe3HU;
— TunuuHble TUAFHOCTHYECKHUE TIPU3HAKH;
— CoCTOsSIHHE UHTCUICKTYaJIbHOM C(ephl, TPOTHO3 IS YKU3HU.

Cunopom Illamay (mpucomusn 13; 47, XX(XY)+13)

[Tpu xkapuOIOTMYECKOM aHAM3€ COMATUYECKHX KJIETOK OOJIbHBIX BBISBISETCS
TumHAS Xpomocoma u3 rpynnbsl D (xpomocoma 13). Knunuueckas kapTuHa
TUNTUYHA: MHUKpOle(pabHBIN Yepen ¢ HU3KUM CKOIIEHHBIM JJOOM M BIIaBICHHBIMH
BUCOYHBIMHU OO0JACTSIMH, y3KHE€ TJIA3HBIC IIETH, PACIOIOKEHHBIE TOPU30HTAIBHO,
PACCTOSTHHE MEXIy HUMHU YMEHBIIIEHO (TUTIOTEIOPU3M ), TIOUTH BCET/Ia BCTpEUaeTCs
rJIa3Hasi MaToJIOTHsl. YIIIHBIE PAaKOBUHBI PACIOJOKEHBI HU3KO, MAJICHBKHUE MOYKHU
MPWKAThl K TOJIOBE, 3aBUTKA HEMPABWIBLHOW (DOpMBI; yepen ¢ yriayOJIeHusMHA B
TEMEHHO-3aTBUIOYHONW  00JIaCTH, pACCTOSIHME MEXJy TEMEHHBIMU Oyrpamu
YBEJIMYCHO.

JleMOHCTpaTUBHBIM MPU3HAKOM cUHApoMa [laTay siBisitoTcs «3asdbsi ry0a» u
«BOMYBS TACTh». PacmenuHsl MOTyT OBITh Kak JBYCTOPOHHHUMH, TaK U
omHocTopoHHUMU. [lodTH Bcerja paciieruieHre BEepXHEH T'yObl COMPOBOXKIACTCS
pacuienanHoi Heba.



XapakTepHbl TaKKe TaKU€ AaHOMAJIUM KOCTHO-MBIIIEUHOM CHCTEMBI, Kak
MOJIMIAKTUIIMS HAa BEPXHUX U HIDKHUX KOHEUHOCTSIX, BTOPOU M YETBEPTHIM MaJIbIIbI
COTHYTBI, MPUBEICHBI K JIAJIOHK M TMEPEKPHITHl MEPBHIM U TMSATHIM MalbIlaMHU.
BoisBasitorest 1eexTsl pa3BUTHS MPAKTUUYECKH BCEX CHUCTEM M OpraHoB. Mosr
4acTO HE pa3fesieH Ha MoJyllapus, HaO0laeTcs TUIOIUIa3us JIOOHBIX OJIEH,
MO3KEUKa.

Y 50% OO0NBbHBIX BBISBIAIOTCA MOPOKU Pa3BUTHS MOYEBBIBOJAIIUX MYyTEH:
KHCTO3Hasl Mouka, TuapoHedpos, aucruiazus mouek, y 50% aeBoYEeK HAXOIAT
yIBOCHUE BIlarajuiiia ¥ JABYPOTI'yI0 MaTKy C THUIOIIa3uel suuyHUKOB. [Ipornos s
KU3HU HEOJIArONpUsSTHBIN.

Bonpocsr 1j1st camonoaroropku (20):
1. JlaiiTe KpaTKyIO XapakTepUCTUKY cuHapoMa [laray.mo miuany:
— Knaccuduxkarus 60se3Hu;
— ®opmyna 60ne3HU;
— TunuuyHble TUarHOCTUYECKUE TPUSHAKY;
— CocTOsIHME UHTEJUIEKTYalbHOM Cephl, TPOTHO3 AJIS KU3HH.

Cunopom «koutauvezo Kpuxa» (cunopom S5p—, 46XX(XY)del(5p-))

Hawubomnee yacThiii U3/BCeX CHHAPOMOB JICNICIIMH AyTOCOM — CHHIPOM JICTICIIHU
KOPOTKOT'O Ijieda XPOMOCOMBI 5. Y OOJBHBIX TPU KApHUOJOTHUYCCKOM aHAIIN3E
oOHapy)KUBaeTCs yKOpOYEHHE KOPOTKOTO TjIeya OJHOM U3 XpOMOCOM TpyIibl B.

@DCHOTUITUYECKUMU  MPU3HAKAMH CHHAPOMA  SBISIOTCS: MHUKpoledaus;
KPYIJIO€ «IYHOOOPA3HOE» JIMIIO B MEPBBIC TOABI KHU3HU U Y3KOC JIUIO B CTapIIEM
BO3pAcTe; AHTHMOHTOJOWAHBIN pa3pe3 IJia3, SMUKAHT, KOCOIJIa3HWe, KaTapakra,
oYyard TUTMEHTAIMM CEeTYaTKH, aTpO(Hsl 3PUTEIbHBIX HEPBOB; IUIOCKAas CITMHKA
HOCa, BBICOKOE HE0O. YIIIHbIC PaKOBHHBI J1e(hOPMUPOBAHBI; CHHIAKTUIHS MAajbIICB
HOT, KOCOJIAIoCTh, MbIIeUHasi TUHOTOHUA. CBOCOOpPA3HbI CUMIITOM — IUTIad MPH
POXICHUH, HATOMUHAIOIINN KPUK KOIIKK. OH MPUCYTCTBYET y IETEH MepBOro rojaa
KM3HH M 00YCIIOBJICH HApYIICHUEM JEATSIbHOCTH IEHTPAIbHON HEPBHON CHCTEMBI
U WM3MCHEHUSMH TOpTaHW (YMEHBIICHHE HAJATOPTAHHUKA, CY)KEHHE TOPTaHH,
OTEYHOCTb CIU3UCTON 00OJOUKH).

[MporHo3 ist KW3HK 3aBUCUT OT BBIPAKEHHOCTH CHMIITOMOB. MHOTHE
OoJIbHBIE TOKUBAIOT 10 TOAPOCTKOBOTO BO3pacTa. YMCTBEHHAs OTCTAIOCTh BCEraa
riyookas. OKOHYATEIBHBIN THArHO3 YCTaHABIMBAETCS B PE3yJIbTATE MCCIICIOBAHUS
KapHOTHIIA.
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Bonpocsl 1j1st camonoaroroBkm (21):
1. JaiiTe KpaTKyIO XapaKTEpUCTUKY CHHAPOMA «KOIIAYhETO KPHKA IO IUIaHY:
— Knaccudukarust 60se3Hu;
— @opmyra 60J1e3HY;
— Tunu4HbIe TUarHOCTUYECKHE MPU3HAKH;
— CoCTOsIHME UHTEJUIEKTYalbHOM c(epbl, MPOTHO3 AJIS KU3ZHH.

Cunopom lllepewesckozo-Tepnepa (monocomusn X; 45, X0)

Jlist cuHApOMa XapakTepHO OTCYTCTBUE B KapUOTHUIIE MOJOBOM X-XpPOMOCOMBI.
Yacrora Bctpewaemoctu 1:3000, cpenu neBoYeK, CTpajarolIMX OXUTOoQpeHuer —
1:1500. Yacrota cuHIpOMa BO3pacTaeT CpPEId HU3KOPOCHBIX JKEHIIMH C
HEJ0Pa3BUTHEM BTOPUYHBIX MOJIOBBIX MPU3HAKOB U aMEHOPEEH.

bonpmmuacTBo OonbHBIX ¢ cuHapoMoM lllepemeBckoro—TepHuepa umeror
HOPMAJIbHBIN WM OJM3KUN K HOPME MHTEIJIEKT, HO YMETBCHHAs! OTCTAJIOCTh y HUX
BCTpeuyaeTcs dvaile, 4yeM B oO0miell momyisiuuu. MHTemeKTyalbHble HapyIIeHUs
OOBIYHO COYETAIOTCSA C HEeJAOPa3BUTHEM SMOIMOHANLHO-BOJIEBOU cepbl: OONbHbBIE
MOBBIIICHHO BHYIIAEMbI, HECKOJIBKO HEKPUTUYHBI, YIIPSMBI, YACTO dU(POPHUUHBHI.

JlnarHoctuka CHHApPOMa BO3MOXKH@, yok€ B MEpUOJ HOBOPOXKIACHHOCTH, TaK Y
HOBOPOJKJIEHHON OTMEYaeTcsl OTEYHOCTh KUCTEH M CTOM, HU3KUH POCT BOJIOC Ha
miee, mess KOPOTKasi ¢ KPbUIOBMIHBIMHU CKJIAJKaMH, HUIYIIUMH OT COCLIEBUIHBIX
OTPOCTKOB K IUIe4aM. XapakTepHa dYpe3MepHas MOABMKHOCTh KOXH Ha IIee.
OTMmeyaroTcsi MHOKECTBEHHBIC @HOMAJIMU PA3BUTHS: SMUKAHT, AHTUMOHTOJIOMIHBIN
pa3pe3 TIa3; HU3KO PaCHOsOKEHHBbIC YIIHbIE PAKOBUHBI; THUIOMHUMHS («IHIIO
chuHKCay); BEICOKOE HeOO, aHOMaIUHU 3y00B.

XapakTepHsl » Ppa3HOOOpa3HbIE  CKEJETHbIE  HAPYIICHWUS,  HAMpUMEp
«IIUATOOOpa3HAS» HIMpOKas TpyIHAs KJIeTKa, rumnoruiasus unu cpamenue | u |l
IICHHBIX MTO3BOHKOB, IIMUPOKKHE KUCTH ¢ KOpoTKuMH |V u V nanbuamu, aedopmanus
JIOKTEBBIX M KOJIEHHBIX CycTaBoB, ykopodeHHble |lII u |V mansier crom,
CUHJAKTHIIUSL.

BaxXHbIMM [MAarHOCTUYECKUMHU MpPU3HAKAMU SIBISIIOTCS TAKKE BPOKICHHBIE
MOpOKU cepAana, Huskuii poct (B 98% cmydaeB), MmonoBod WH(DAHTHINZM C
MEePBUYHONW aMHUHOpEeH, 4YacThl THUIOIMJA3Usg WJIA TUNEPTPO(PHUS HOTTEBBIX
IJIACTUHOK, THIEpHUTrMeHTans Kok, HaOmromarorcss medextsl 3peHus (22%) u
ciyxa (52%).

Odranpmonornueckoe  oOcielOBaHME  BBISBISAET  OJEIHOCTH  COCKOB
3pUTENILHOTO HEPBA, MUKPO(PTAIbM, KaTapakTy, Cy>KEHUE apTepHuil TJIa3HOTO JHA.
Hepmatormududeckoe WMCCIENOBAaHUE BBISBISET HM3MEHEHHE KOXHBIX Y30pPOB
MAJIBLIEB U JIAIOHEH.
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I[I/IaFHOB MOXET OBIThH YCTAHOBJICH C IMOMOIIBKO HIUTOJIOTMYCCKOro METOda
HCCIJICOBAHMA ITOJTOBOI0O XpoOMaTrHa U KapHUOJOTrHICCKOIro aHajin3ia.

Bonpocsl 1Jisi caMmonoAroToBku (22):
1. JlaliTe kpaTKyro XapakrepucTuky cunapoma [llepemeBckoro-TepHepa mo
TUIaHy:
— Knaccuduxkarus 60se3Hu;
— @opmya 60JIe3HU;
— Tunu4HbIE TUarHOCTUYECKHE MPU3HAKH;
— CocTosiHHE UHTEIIEKTYaIbHOU c(pephl, MPOTHO3 ISl )KU3HH.

Cunopom mpucomuu (47, XXX)

Jlns cuHApoMa XapaKTepHO HAJIUYHE B KapUOTHUIIC  JOMOJHUTEIBHBIX X-
xpoMocoM. Hactora Tpucomuu X cpenu HOBOpoxkaeHHBIX AeBoyek 1:800. Yacrora
BO3pacTaeT Cpead TalMeHTOK ICHUXHATpuyeckmx OompHUIl. B mepuon
HOBOPOXKJICHHOCTH U JIETCTBA PEIKO MOKHO BEISIBUTH KaKue-TH00 ()eHOTUITHYECKUE
0COOEHHOCTH, UMEoIIne JTMArHOCTUYECKOe 3HAauYCHUE. OcHoBHas
MICUXOIATOJIOrMYeckasi OCOOCHHOCTh CHHIAPOMA — TPOSIBICHUE SMOIMOHAIBHON
HE3pEJIOCTH M SMOLMOHAIBHO-TIOBEIEHYECKUE HAPYIIEHUS C HEBPOTHUYECKUMHU U
HEBPO30MO0JOOHBIMU PACCTPONCTBAMU, MHOTA CO CKIIOHHOCTBIO K ayToarpeccuu. B
paHHEM BO3pacTe XapaKTEPHO' BHIPAKEHHOE OTCTABaHME B Pa3BUTHH peyd. Y
KEHIIMH C TpucoMHel /X “yacTo HabOonaeTcs OSHIOKPUHHBIA JucOanaHc,
Oecruionue, MPEkKIESBPEMEHHBIM KiauMakc. MoryT HaOmrogaTbes Oosiee CIIOXKHBIE
nosmcomun X: terpacomust (XXXX) m mentacomusa (XXXXX). Cumraercs, 4TO
CTETNIeHb IICUXMUECKOI0 HETOPA3BUTHSI KOPPEIUPYET C UUCIIOM JIOMOTHUTEIBHBIX X -
XpOMOCOM. Y SKCHIIMH C TMOJUCOMHEW X YBEIMYEHA 4YacTOTa ICHUXUYECKHUX
3a0oseBaHuil (MMU30(QPCHHUH, SMUICTICUH, MaHUAKAIbHO-ICTIPECCUBHOTO MCHX03a).
OKOHUaTeNnbHbIA JIMAarHO3 YCTAHABIMBAETCS HAa OCHOBAHUU IUTOJIOTHYECKOTO
oOcne0BaHMs MIEYHOTO IMUTENHS B pe3ylibTaTe OOHAPYKEHUS TIBIOOK MOJIOBOTO
XpOMaTHHa B KapUOTHIIE.

BonpocsI 115t camonoAroToBku (23):
1. JlaiiTe KpaTKyO XapaKTEPUCTUKY CUHAPOMA TPUCOMUH MO IJIAHY:
— Knaccudukarus 60e3Hu;
— ®opmyna 6one3Hu;
— Tunuunbie TUarHOCTHYECKHUE TPU3HAKY;
— CoCTOsIHME UHTEJUICKTYalIbHOM Cephl, TPOTHO3 JJIS KU3HH.
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Cunopom Knauingpenomepa (47, XXY)

Jlist cuHIpoMa XapakTepHO HAJIMYUE B KAPUOTUIIE MY>KUHUHBI JOMOTHUTEIBHOM
MOJOBOM X-XpOoMOCOMBI. HacTtoTra cuHApOMa COCTaBiiieT B cpeaHeM | Ha 850
HOBOPOXKIEHHBIX MYXKCKOro noia u 1-2.5% y OoybHBIX OJUTropeHuel B CTENEHU
neomwnbHocTH.  KnMHMYeckue  mposiBIEHUS ~ JIOCTATOYHO  BapuaOeIbHBI.
OO0s3aTeNbHBIMU TUATHOCTUYECKUMU KPUTEPUSMH SIBISIOTCS TUIIOTCHUTAIU3M U
TUIOTOHAIN3M. XapaKTEepPHbIMU MPU3HAKAMU TaKKE SBIAIOTCS: BBICOKUM pOCT,
BBICOKO€ CTOSIHUE Ta3a, €BHYXOHUJHBIE MPOMOPIUHU, ACTEHHUYECKOE TEIOCIOKEHUE,
y3KH€ IUIeYH, YIJIMHEHHbIE KOHEYHOCTH.

MpiiieyHasi cucreMa pas3BHTa cliabo. ITO OCOOEHHO YETKO MpPOSBISETCS B
npenyoepTaHTHOM U MyOEpTaHTHOM BO3pacTe. Y B3POCIBbIX HEPEAKO BCTPEUAIOTCS
CKJIOHHOCTh K OXHUPEHUIO TI0 JKEHCKOMY THWIly, THHEKOMacTHus, ciaboe
MOJIMBIIIIEYHOE OBOJIOCEHHE, OBOJIOCEHHE Ha JIOOKE M0 KeHCKOMY THIy. OTMedaroT
HEJ0pa3BUTHE BTOPUYHBIX MOJIOBBIX MPU3HAKOB C THUIOIJIA3MEH SIMYEK M 4YacTo
noJioBoro wieHa. Myxxuunsl ¢ cunapomoMm Kiaiindensrepa 6ecroausl. YacTeiMu
ABJIAIOTCS Pa3JIMYHbIC JUCIUIACTUYECKUE MPU3HAKU: Opaxuuedanns; HU3KUI poCT
BOJIOC Ha 3aThUIKE, YIJIOIIEHHBIN 3aThIJIOK; TUIIEPTEIOPU3M; MHUKAHT; feopmarus
VIIHBIX PAKOBHMH; BBICTYyMawolKe HaJAOpPOBHbIE [yTU; aHOMAJIUU 3YyO0OB;
UCKPUBJICHUE U YKOPOUYCHHE MAJIbLIEB.

bone3sHp YacTto COMPOBOXKIACTES 3aIEPKKOM TCUXUYECKOrO0 PpPa3BUTHSL.
Jlnarno3 MokeT ObITh YCTAHOBJEH “Ha OCHOBAaHWU KapHOJIOIMYECKOTO aHaIu3a,
O0OHapy’KeHHU TIBIOOK MOJIOBOTOXpOMATHHA B IIIEYHOM SIUTEIIUU.

Bonpocsl 1jisi caMmonoaroToBku (24):
1. JlaiiTe KpaTKyro XapakTepuCTUKY cuHapoMa Knalindenbrepa mo miany:
— Kitaccudukarus 6ose3nu;
— ®opmyra 60J1e3HH;
— TunuuHble TUarHOCTHYECKHUE MPU3HAKY;
— CoCTOsIHME UHTEJUICKTYaJIbHOM Cephl, TPOTHO3 JJIS KU3HH.

Cunopom oyone Y (47, XYY')

CunapoM XapakTepu3yeTcs HaJuyueM B KapUOTHUIIE AOMOJHUTENbHOU Y-
xpoMocoMbl. HabGntogaercs y MalbuUMKOB M MYXYHMH BBICOKOTO pocta. Yactora
Cpenr HOBOPOXKICHHBIX ManbuuKoB 1:840. BripakeHHBIX HapymieHWid (eHOTHIA
MoxeT He HabOmomarscs. Ilpumepno y 80% mnun ¢  JaHHBIM  CHUHAPOMOM
HaOJIOalOTCSt MPU3HAKA TICUXWYECKOrO HEJOPa3BUTHUA B  COYETAHUH C

HapylICHUSIMU  SMOLIMOHAJIBHO-BOJIEBOM  cepbl W moBeAeHus. boiibHbIE
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WCIIBITBIBAIOT TPYAHOCTH B COLMAJIbHOM ajantanuu. JUIs MHOTHX XapaKTEPHBI
3aMEUIEHHOCTh W PUTHIHOCTH MBIIUIEHUS, PEYA U MOTOPHKH, YaCTO CHUKEHA
CIOCOOHOCTH K camokputuke. HabmogaeTcst couetanre yMCTBEHHON OTCTAJIOCTHU C
MICUXOIMATONO00HBIM TIOBEAEHUEM, arpeCCHUBHOCTBIO, PACTOPMOKEHHOCTBIO H
u3BpamieHueM BiedeHUs. (OTMedaroTcsi CaMOYBEPEHHOCTb, HMIYJIbCUBHOCTb,
TUIEpPCEKCYaNbHOCTh.  OKOHYaTeNnbHBIA  JMArHo3  yCTAHABIMBAETCA  NpPH
LUTOJIOrMYE€CKOM 00CIIEI0BaHUM.

BrickaspiBaeTcsi  MPEANONOXKEHHE, YTO  ICHUXONATONnoAoOHble  (HOPMBI
MOBEACHUS MPU HAJIMYMM HecOaJaHCUPOBAHHOTO KapUOTHIA IO MOJOBBIM
XpOMOCOMaM CBSI3aHbl C BTOPUYHBIMU HM3MEHEHUSMHU B JEATEIIBHOCTH HEPBHOMU
CUCTEMBI KakK CJe/ICTBHE HAPYIIEHUI TOPMOHAIBLHOU cephl.

BonpocsI 1j1st camonoaroToBku (25):
1. Jaiite kpaTKyIO XapaKTEpUCTUKY CHHApPOMA Ty0ib. Y 110 TUIaHy:
— Knaccuduxkarus 60se3Hu;
— @opmyia 6oe3HU;
— Tunu4HbIE TUarHOCTUYECKUE TPHU3HAKH;
— CocTOsIHME UHTEJUIEKTYalbHOM Cephl, TPOTHO3 AJIS KU3HH.
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