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AHAJIN3 OBOBIIEHHBIX ®PEHOTHUIINYECKHUX ITPU3HAKOB
KAPUOTHIIA CO CTPYKTYPHBIMU UBSMEHEHUSMMH X - XPOMOCOMBI
CUHAPOMA HIEPEHIEBCKOI'O-TEPHEPA

AxmenoBa K.P. k.M.H. AnrumoBa H.Y.

Pecnybnuxanckuu Cneyuanuzuposannsiii Hayuno — [Ipakmuueckuu Llenmp

Anooxpunonozuu um. Axao. E.X. Typaxynosa.

Hamu npoBeneH MHOTOMEpHBINM CTaTUCTUUECKUN aHalli3 MaTPUIbl 000OIIEHHBIX
(hEeHOTUNMMYECKUX MPU3HAKOB IS OMNPENEICHUS] PACCTOSIHUM MEXKIy S5 TpyImamu c
pa3sHbIMH BapuaHTamu KapuoTuma: 1-1  46,X,i(Xq); 2-1 - 46, XX,del(X); 3-a1 -
46,X,der(X)t(X;X); 4-s - 46,XX,inv(X); 5-1 - 46,XX, r(X)(p22,3928)

HN3oxpomocoma Xq (46,X,i(Xq)) — 3TO XpOMOCOMHAsi aHOMAJIHSI, IPU KOTOPOW
JUTMHHOE TU1e40 (q) X-XpOMOCOMBI TyOIupyeTcs, a KOPOTKOE Tieuo (p) OTCYTCTBYET. ITO
MPUBOJMT K IOTEPE TEHOB, PACIION0KEHHBIX HA KOPOTKOM Iuieye (Hanpumep, rena SHOX,
OTBEYAIOUIETO 32 POCT), U AYIJIMKALIMY T€HOB Ha JUIMHHOM Iuieye. KnuHuueckas kapTuHa
pH U30XpoMocoMe X MOXKET ObITh 00JIee BHIPAXKEHHOU 110 CPABHEHUIO C KIACCHYECKOM

MoHocomuei 45,X.

AHanu3 maHHBIX  (EHOTHUIMUYECKWX TPHU3HAKOB JAHHOTO BapHaHTa KapUOTHIIA
BBISIBIICHHBIN y 16 00CiieIOBaHHBIX JI€BOYEK C YCTAHOBJIEHHBIM JMArHO30M CHIpOMa
[IIepemeBckoro-TepHepa, MOKazaa, YTO OCHOBHBIMM MPU3HAKAMU SIBUJIUCH: HU3KUK POCT
(16;100%) — xapakTepHbIi MpHU3HaK, CBsI3aHHBINA ¢ moTepeit rena SHOX Ha KOpOTKOM
mineye X-xpomocombl (Xp); mnepBuuHas ameHopes (10;55,6%)— orcyTrcTBHE
MEHCTPYallMi M3-3a JUCTEHE3WH TOHAJ (HEAOpa3BUTHE SUYHUKOB); CKYJIHOE BTOPHUYHOE
oBojiocenue (15; 83,3%) — cBs3aHO C TUIOTOHAIW3MOM M HEAOCTATKOM 3CTPOTCHOB,;
runomasusi rpyasbix skene3 (10; 55,6%) — Hemopa3BUTHE MOJOYHBIX JKEJE€3 H3-3a

HeJIOCTaTKa 3CTPOreHOB; MUTOBUAHAS rpyaHas kieTka (9;50,0%) — mupokas u miockas
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rpyaHas kietka; koporkas tmes (11; 61,1%)— MoxkeT codeTaTbcsi C IIEHHBIM
NTEPUTUYMOM (KOKHAsI CKJIaJKa Ha Imee); nepopMHUpPOBAHHBIC YITHBIE pakoBHHBI (7;
38,9%) — yacTo BcTpeuaroTcs npu cuHApome TepHepa; HU3KHid ypoBeHb pocTta Bojioc (13;
72,2%) — MoxeT ObITh CBSI3aH C THIOTOHAAU3MOM; AehOopMallis HIKHHX M BEPXHHX
koHeuHocTel (6; 33,3%) — MOKeT BKJIIOYATh BAJIBIYCHYIO JehOpMaInio KOJEHEH win
JIpyrue aHOMaJluW; TUNEPMOOUIBLHOCTH cycTaBoB (7; 38,9%) — uvacto Habmromaercs;
Opaxunaktunus (3; 16,7%) — ykopoueHue nanblieB; HeBYCHI (3;16,7%) — nUrMeHTHbIE

IIATHA.

JlononHuTenbHble Tpu3Haku: Opaxunedanus (4; 22,2%) — yKOpOUEHHE YEperna;
BbICOKOE HEOO (6; 33,3%) — xapakTepHblil npusHak; snukaHT (2; 11,1%) — ckianka y
BHYTPEHHETO yrja riasa; yrulomeHHas nepeHocuna (2; 11,1%); anmunnbeii ounstp (3;
16,7%) — yIMHEHHOE PACCTOSHUE MEXJIy HOCOM W BEpXHEW TI'yOOH; CIOHTaHHOE
paszsuthe rpyau (2; 11,1%) — MoxkeT yka3pIBaTh Ha YaCTUYHOE COXpaHEHUE (PYHKIUU
SMYHUKOB; CHUKeHHE uHTeuiekTa (1; 5,6%) — 0OBIYHO MHTEIJIEKT COXPAHEH, HO MOYXKET
OBITh JIETKOE CHU)KEHHWE KOTHUTHUBHBIX (DYHKIIMI; TYTOyXOCTh — OTCYTCTBYET B JIaHHBIX;

CHMIKCHO 3PpCHUC — OTCYTCTBYCT B JJAHHLIX; aHOMAJIUS IIOYCK — OTCYTCTBYCT B JJaHHBIX.

Oco0eHHOCTSIMH U30XPOMOCOMBI X( SBJISIETCSA OTEPsI KOPOTKOro 1eya (Xp), T.e.
notepss reHa SHOX Ha Xp NpUBOAWT K HU3KOMY POCTY, MOTEpPsl IPYrux r'€HOB HAa Xp

MOIKCT BJIMATDH HA PA3BUTHC CKCJICTA U BHYTPCHHUX OPIaHOB.

Takxe 0COOEHHOCTBIO M30XPOMOCOMBI X SIBIISICTCS NYIUTHKAIMS JJIMHHOTO mieva (Xq),
KOTOpasi MOXET BIUATh Ha (YHKIUIO SIMYHUKOB M PA3BUTHE BTOPUYHBIX TMOJIOBBIX
MIPU3HAKOB, Y MAIIMEHTOB C U30XPOMOCOMOM X MOXKET HAOII0AATHCS YACTUIHOE PA3BUTHE

BTOPUYHBIX MMOJOBBIX MPU3HAKOB (HAIIPUMED, CIIOHTAHHOE PAa3BUTHUE TPYIH).

CpaBHUTENBHBIA aHAW3 TOJYYEHHBIX JaHHBIX I0Ka3aj, YTO CUMITOMBI TpPH
M30XpoMOcoMe X MOTyT ObITh 00Jiee BBHIPAKCHHBIMU MO CPABHEHUIO C MO3aWYHBIMH

dbopmamu.

www.pedagoglar.org 42-to’plam 1-qism Aprel 2025

585


http://www.pedagoglar.org/

Ta'limda ragamli texnologiyalarni tadbiq etishning zamonaviy tendensiyalari va rivojlanish omillari

Takum oOpa3oM, Ha OCHOBaHUU MPEAOCTABIECHHBIX KIIOYEBBIX MPU3HAKOB (HUZKUHN
pOCT, TEPBUYHAS AMEHOPES, CKYJHOE BTOPUYHOE OBOJIOCEHHWE, THIIOIUIA3USI TPYIHBIX
Kenne3, MIMTOBUAHAS TPpyAHAsS KIETKa, KOPOTKas Imesi, JAeGOpMUpPOBAHHBIC YITHBIC
PaKOBHMHBI) U KapUOTHIA U30XpOMOCcOMa X MOXHO CJelaTh BBIBOJ, YTO Yy MallMEHTa

Habmoaaetcs cunapom llepemesckoro-TepHepa ¢ n3oxpoMocomont Xq.

[Ipy »>TOM HaNIWyMe H30XPOMOCOMBI X(q MOXET OOBICHIATh TaKue OCOOEHHOCTH,

KaK CIIOHTAaHHOE Pa3BUTHE IPyJu (HACTUUHOE COXpaHEHUE QYHKIIUU SUYHUKOB).
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