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Tpucomus

-3TO BU/JI TCHETUYECKOM MaTOJIOTHH, IIPU KOTOPOH B KJIETKAX MPUCYTCTBYIOT
TPU TOMOJIOTHYHBIE XPOMOCOMBI BMECTO JIBYX. Takoe HapyIlIeHUE
IPOUCXOAUT IPHU OIIOAOTBOPEHUM U BEJET K TMOEH 1104a Ju00 K
Pa3BUTHUIO TSHKEIBIX HACICACTBEHHBIX CUHAPOMOB.
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Tpucomua MoHxocomun



Cunapom Jayna (tpucomust 21; 47, XX(XY)+21)

DeHOTUIINYECKHE TPOSABICHUS

bpaxuiiedanbHbIil yepen co CrIaKeHHBIM 3aThIJIKOM U
VIUIOIICHHBIM JIMIIOM,  SIHKAHT;

- [IsTHa bpymidunbaa (CBET/IbIC MSATHA HA PATYKKE);

- MaJieHbKHE HEIOPA3BUTHIEC YIIIHBIEC PAKOBUHBI;

* YBCIIMYECHHBIN «CKJIAA4aTbIN S3bIK;

- [Ilupokue KUCTU C KOPOTKUMU NaJIbLIAMUA U
YKOPOUYEHHBIMY UCKPUBIIEHHBIMU MATBIMUA  TTAJIBLAMUA
(KJITMHOJTAKTHJINS );

- Ilomepeunass 60po3aa Ha OAHOM WINM 00eHX JIaJOHIX
(«00€3bsIHbS CKIIATKA);

- PacumpeHHbIe MPOMEKYTKHA MEXY | U 2-M majgbliamu
CTOTII.




COBPEMEHHOE UCCIIEI0BAHUE

. B Hacrosiee Bpems npemioxeHa o0ObeIMHEHHAsI TEHETHYECKasi TUIIoTe3a cuHapoma /layHa
u Oosie3Hu AulblreriMepa. B craryce Takux OOJIbHBIX BBISIBISETCS MPEKIEBPEMEHHOE
CTapeHue, NpeodaaHue JereHePaTUBHBIX COCYAUCTHIX HAPYIIEHUM, CAXapHbIA THA0ET,
KarapakTa, JUIO(PyCIMHO3, aMIUJIONI03, U30UPATEIIHHOE MOBPEKICHUE XOIUHEPTUUECKUX
HEUPOHOB B 0A3AJIbHBIX TAHIIMAX, CKIIOHHOCTh K 3JI0KQYE€CTBEHHBIM HOBOOOPA30BaHUSIM,
crieliu(UYECKUe HAPYIIEHUS CyXa U JPYTrue MPU3HAKU, a NIABHOE — XapAKTEPHBIE
HapyIIECHUSI MHTEJIEKTa, HAIIOMUHAIOIIUE TAKOBBIE TIPU CTApUE€CKOW 00J1e3HU AJblrenmepa.




Cunapom 3nBapaca (tpucomus 18; 47, XX(XY)+18)

MDEeHOTUITNYECKHUE IIPOABJICHUA .

- JlonmuxonedanabHbI Yepen, CAaBICHHBIA ¢ 00KOB, C HU3KUM
J100M M IIMPOKHUM BBICTYIIAIOIIUM 3aThLIKOM;

- [ 1a3HbIe MEJIN Y3KUE; ITMUKAHT;

- Hrokustst 9enmrocTh MaJIEHbKasl, CKOIIeHa Ha3all
(MUKpOpETPOTrHaTHS);

+ POT MasieHbKUM, TPEYToabHOM (DOPMBI C KOPOTKOM BEpXHEH
ry0ooi;

- [llesa kopoTKasi, C KpbUIOBUIHOMW CKJIAIKOM.

AHOMAJINY OMIOPHO-JIBUTATEIBLHOTO aIIapara;

- KruCcTr 1 manpibl KOpOTKHUE, MATHIEC NAJIbIIbI HCKPUBJICHBI,
MTAJIBIIBI CKAThI B KYJIAK, BTOPOW U IMSATHIM MaJIbIbl PACIIOJIOKEHBI
CBEPXY U MPUKPBIBAIOT MPUXKATHIE K JIAJIOHU BTOPOX U YETBEPTHIN
MTAJIBIIBI;

- [lepBbIil majen CTonbl KOPOTKUN U IIUPOKHUMN, CUHIAKTHAJIUSA
BTOPOT'0 U TPETHETO NAJIBLIEB;

- dopMa CTOIBI B BUIE «KAYATKN)).



Cunapom naray (tpucomus 13; 47, XX(XY)+13)

Kinnuaunueckas KapTHHA THUITXYHA.

- MukpouedaabHbIN Yepel ¢ HU3KUM CKOLIEHHBIM
J100M M BJIaBJICHHBIMHU BUCOYHBIMHU OOJIACTSIMU;

- [J1a3HbIe e y3KHE, PACIIOIOKEHBI
TOPU30HTAJILHO, PACTOSIHUE MEXYy HUMU
YMEHBIIIEHO (TUIIOTEIOPU3M), IOYTH BCETTIA
BCTPEYACTCA IIa3Has NaTOJIOTH;

* VIITHbIE PAKOBUHBI PACHOJIOAKEHBI HU3KO,
MaJICHbKHE MOYKH MPHKAThI K TOJIOBE, 3aBUTKU
HEMPABWIHHOU (POPMBI;

- Yepen ¢ yriyOaeHUSIMHU B TEMEHHO-3aThLIOYHOM
00J1aCTH, pAaCTOSTHUE MEXKTY TEMEHHBIMU OyrpamMu
YBEJIIMYECHO;




CHUHIPOM «KOIIAYbETO KPHUKA)

DEeHOTUNMNYEKUMU TTPU3HAKAMM CUHAPOMA SIBJISIFOTCS:
- Mukpouedanus;

- Kpyrioe «1ryHOOOpa3HOE» JIMIO B IIEPBBIC TOJBI KU3HU U
y3KO0€ JIUIO B 00JIe€ CTapIlIeM BO3PACTE;

 AHTUMOHTOJIOWAHBIN pa3pe3 Iia3, AIMUKAHT, KOCOIIa3ue,
KarapakTa, oO4yaru MurMeHTaluy CeTYaTK, aTpodus
3pPUTEIBLHBIX HEPBOB;

- [I;mockast cimHKa HOca, BBICOKOE HEOO;
* VIITHBIC PaKOBUHBI JIe(hOPMHUPOBAHEL;

: CI/IHI[aKTI/IJH/IH ITaJblICB HOI, KOCOJIAIIOCThb, MBIIIICYHAA
I'MITIOTOHUA,

- CBO€0Opa3HbIN CUMIITOM — ILJIa4 TIPU POXKIACHUH,
HAINIOMUHAIOIIAN KPUK KOIIKH.




CuHIpOoM HIIepeneBCKOro-TepHepa (MoHocomus X; 45, XO)

OTMe4arTC MHOKECTBEHHbIE aHOMAJINH
pPa3BUTHA:

- DNUKAHT, aHTUMOHTOJIOWIHBIN pa3pe3 Iias;
- HU3KO pacnoiaoXeHHbIC YIITHbIE PAKOBUHBI;
- 'nnomumust («01u1io chUHKCa);

- MuKpopeTporsaTusi, BLICOKOE HE00, aHOMaJIUH
3y0OB.

XapakTepHbl pa3HOOOPA3HbIE CKEJIECTHBIC HAPYIIICHUS
- «[IluTooOpa3Has» MupoKast rpyaHasl KJIEeTKa;

- I'mnorutazus uinm cpatenue I v Il menHpix
IMO3BOHKOB;

- [lIupokue kuctu ¢ KopotkuMu IV u V nansnamu;
- Jleopmarius JJOKTEBBIX U KOJICHHBIX CYCTaBOB;

- YkopoueHHsbl€ 111 u IV manbupl cTon, CUHIAKTHAIIMS.




Borpochst:

1) YUto Takoe ayToCOMBI?
2) HazoBuTe npuYnHBI TPUCOMMUMU.

3) B dem cxoactBo cuHApoma JlayHa 1 00J1€3HH
AnprLrenmepa’?’



