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MOTHUBAIINOHHASA XAPAKTEPUCTUKA TEMbI

JlocTrxkeHnss COBpEMEHHON MEAULMHCKON HayKH U3MEHUIIN CTPYKTYPY 3a-
00JIeBaeMOCTH YEJIOBEKa. bonbllle BHUMAaHMS CTadd YACHIATHh MAaTOJIOTHYCCKUM
MpoLeccaM, B pa3BUTHU KOTOPBIX BEAYIIAS POJIb MPUHAIIICKUT HACIEACTBEHHBIM
dakTopam.

B nocnegaune gecsatwietus B 006J1aCTH METUIIMHCKOW TEHETUKH TTPOU30IIETT
OTPOMHBIN TIporpecc, 3Ha4Y€HUE KOTOPOTO TPYIHO IepeoneHuTb. OCHOBOU it
ATOTO MOCTY>KUJTU 3HAYUTEIbHBIE YCIIEXH B 001aCTH MOJIEKYJISIPHON T€HETHKH.

st appexTrBHOrO BHEAPEHUS B KIIMHUKY 3TUX JOCTUKEHUN HE0OX0IUMO,
YTOOBI KaXK]IbIi Bpay ObLI 3HAKOM C OCHOBHBIMU 3aKOHAMU HACJIE/ICTBEHHOM Tepe-
a4y IPU3HAKOB U BIAJE] HABBIKAMH MX MTPAKTUYECKOTO UCIIOJIb30BaHUS — YMEI
BBISIBJISITH MTALIMEHTOB C HACIIEICTBEHHOM MATOJOTHUEH, ONPENIENATh €€ XapaKkTep U
HaIpPaBIIITh B COOTBETCTBYIOLIMM WLEHTP Uil OKA3aHUS CHEHHAIA3UPOBAHHOU
MEINKO-T€HETHYECKON ITOMOIIH.

eab 3aHATHSA: U3YYUTh OCHOBHBIE BOIIPOCHI 3TUONATOIE€HE3a, OCHOBHBIE
MPUHIUIBI KIACCU(PUKALNA U JUATHOCTUKU XPOMOCOMHBIX OOJIE3HEH, a Takke
pazo0paTh KIMHUYECKUE MPOSBICHUS HEKOTOPHIX XPOMOCOMHBIX 3a00JI€BaHMUIA.

3axayu 3aHATHA:

1. O3HAaKOMUTBLCS C BMUAEMUOJIOTUEH, STHOJOTHEN U Kiaccupukanuen
Han0oJIee YacTO BCTPEYAIOLIUXCSI XPOMOCOMHBIX 3a00J1€BaHUM.

2. Pa3oOpath 0COOCHHOCTH KJIIMHUYECKUX MPOSBICHUNA XPOMOCOMHBIX 00-
JIe3HEN.

3. I3yuutp ob1me npoOiemMbl JeUeHUsI U JUATHOCTUKH MAIlMEHTOB C XPO-
MOCOMHBIMHU OOJIC3HIMHU.

TpeboBaHusI K HCXOHOMY YPOBHIO 3HAHMMA. /{7151 TOJTHOTO OCBOCHUS TEMBI
CTYJEHTY HEOOXOIUMO MTOBTOPUTH U3 KypPCOB:

1) OMOJIOTHH: STHOJIOTHIO M THIEMHUOJIOTHIO XPOMOCOMHBIX OOJIe3HEH; Hac-
JIEZICTBEHHOCTh U M3MEHYMBOCTh; TUIIbI HACJICIOBAHUS; TEHOTUIT U (PEHOTHII; Me-
TOJbI KCCJICIOBAHUS B MEAUIIMHCKON T€HETHKE;

2) MaTOJIOTUYECKOM (DU3HOJIOTHH: CEMHUOTHKY OCHOBHBIX CHHJIPOMOB.

KonTpoJsbHBIE BONIPOCHI:

. Kinaccuduxkanus XpoMoCOMHBIX 00I€3HEH.
. [TaTrorene3 XxpoMOCOMHBIX OOJIE3HEH.
. Knuanueckue nposiBiieHus cunapoma JlayHa.
. Knunnueckue nposBieHus cuaapomMa DaBapaca.
. Knuanueckue nposiBiienus cuaapoma Ilaray.
. Knuanueckue nposinenus cunapoma Kmaitndenrepa.
. Knuanueckue nposiBiienus cunapoma llepemesckoro—TepHepa.
. Kiinanueckue mposiBiieHHUs] CUHAPOMOB, OOYCIOBJICHHBIX MHUKPOCTPYK-
TYpPHBIMH abeppanusiMi XpOMOCOM U YACTUYHBIMU aHEYTLIOUIUSIMH.
9. MeTo1bl AMAarHOCTUKA XPOMOCOMHOM MaTOJIOTHH.
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BBEJAEHUE

XpOMOCOMHBIE 0O0JI€3HU — Pa3HOPOJHAS M0 KIMHUYECKUM MPOSIBICHUIM
rpynmna 3a0ojieBaHui, 00yCIOBICHHBIX XPOMOCOMHBIMHU WJIM TE€HOMHBIMU MYyTa-
LHUSAMH.

XPOMOCOMHBIE CHHAPOMBI COCTABIISIIOT OOJBIIYIO JONIO CPEeld MPUYHH,
BEIYIUX K PETPOTYKTUBHBIM MOTEPSIM, (POPMHUPOBAHUIO BPOKICHHBIX MTOPOKOB
pPa3BUTHS U YMCTBEHHOTO Heiopa3BUTHs. CaMOi MHOTOYMCIEHHON IPyIIOil Xpo-
MOCOMHBIX 00JIE3HEW SIBJISIOTCS CHUHIPOMBI, 00YCIIOBICHHBIE CTPYKTYPHBIMU I1€-
pecTpoiikamu XxpoMocoM. B HaydHOH uTepaType MOKHO BCTPETUTh ONIMCaHue 00-
nee 700 TakuxX CHUHIPOMOB.

BoNbIIMHCTBO XPOMOCOMHBIX 0OJIe3HEH SIBISIOTCS CIOPAAMYECKUMHU, BO3-
HUKAIOIIMMH 3aHOBO BCJIEACTBUE XPOMOCOMHOM MyTallMy B raMeTe 37J0pOBOT0 po-
JUTENS WK B NIEPBBIX JEICHUAX 3UTOTHI, & HE HACIEAYEMBIMHU B IOKOJICHUSIX, YTO
CBSA3aHO C BBICOKOM CMEPTHOCTBHIO OOJIBHBIX B AOPENPOIYKTUBHOM MEPHO/IE.

st Bcex hopM XpOMOCOMHBIX 00JI€3HEH O0LITUM MPU3HAKOM SIBJISIETCS MHO-
KECTBEHHOCTh MOP(OIOTUYECKUX, (PU3HOIOTHYECKUX U OMOXUMHUYECKUX Hapy-
ICHUM.

B 001mpHoi#i rpyIine XpoOMOCOMHBIX CHHIPOMOB BBIIENSIOT TPU TUIIA TATO-
JIOTUI: U3MEHEHUE KOJIMYECTBA XPOMOCOM, YACTUYHBIE AHEYTUIOUANH U CHHIPOMBI,
00yCJIOBJIEHHBIE MUKPOCTPYKTYPHBIMH a0eppanusiMu XpoMocoM. B yenoBeueckoi
HOMYJISUNA MOKHO BCTPETUTB BCE TUITBI XPOMOCOMHBIX MYyTaIUil.

KIACCUDPUKALIUA

Knaccuduxkaiys XpoMOCOMHOM MaTOJOTHU OCYIIECTBISETCS IO TPEM OC-
HOBHBIM IIPUHLIUIIAM

1. DTuonoruvyeckuii — omnpeeeHne KOHKPETHOH XPOMOCOMBI M XapaK-
TEPUCTHUKHA XPOMOCOMHOM MJIM T€HOMHOW NMaToJ0rum (Tpricomus mo 21-i xpo-
MOCOME, MOHOCOMHSI, YaCTUYHAsE MOHOCOMMS IO KOPOTKOMY IUIEHy 5-i XpOMoO-
COMBI U T. [1.).

2. OnpenesieHne THNA KJIETOK, B KOTOPHIX BO3HUKJIA MYyTaIusi (TaMEThI
WM 3uroTa). B cilydyae BOBHMKHOBEHUSI MyTallid B raMeTax pa3BUBACTCS MOJHAs
(dhopMa XpoMOCOMHOM 00JI€3HU, ITPU KOTOPOH BCE KIIETKU OpraHu3Ma COJIepIKar 1e-
pPEIaHHYIO C TAMETOM XPOMOCOMHYIO aHOMaIHIO. [[pr BOSBHMKHOBEHUH MyTAalluu B
3Ur0TE Pa3BUBAIOTCA MO3aHYHbIe POPMBI XPOMOCOMHBIX 3a0oseBanuil. [Ipu Takoit
¢dbopMe B opraHu3Me BCTPEUAIOTCS KJIETKH C PA3HBIMH XPOMOCOMHBIMH COCTaBaMH.

3. Onpenesnenne MOKOJEeHUs, B KOTOPOM BO3HMKJIA MyTauus (MyTaruu,
BO3HHKIIIKE € NOVO, WM HACIIEAYEMbIH THIT MyTaIlUH, TPH KOTOPOM HHTEPECYIO-
11asi HaC MyTallUsl UMEETCS B KJIIETKAX POJUTENs).

K atronornueckum hakTopaM XpoMOCOMHO# MAaTOJIOTHH OTHOCATCS XPOMO-
COMHBIE€ 1 HEKOTOPBIE T€HOMHBIE MYTallUH.



Buibl XpOMOCOMHBIX MyTallUK:

1. lenenus — OTCYTCTBHE y4acTKa WJIM YaCTU4YHAs MOHOCOMHUS IO JaH-
HOMY y4acCTKy B OJHOM U3 TOMOJIOTUYHBIX XPOMOCOM.

2. Jlynukarus — pa3HOBHIHOCTh XPOMOCOMHOM MEPECTPONKHU, MPH KOTO-
pOM y4aCTOK XpOMOCOMBI OKa3bIBAE€TCS YABOCHHBIM.

3. UuBepcusi — BHYTPUXPOMOCOMHAs MEPECTPOKa, XapaKTepU3yIoLascs
M3MEHEHHEM MOPsIKa TeHOB HA O0OpaTHBIM, B pe3yJbTaTe MOBOPOTA Y4acTKa XpoO-
Mocomsbl Ha 180°.

4. TpaHcnokanusa — TUI XPOMOCOMHBIX MYTallUii, B pe3yibTaTe KOTOPBIX
MPOUCXOJUT MEPEHOC YYACTKA XPOMOCOMBI HA HETOMOJIOTUYHYIO XPOMOCOMY.

AYTOCOMHBIE TPUCOMHUHA

Haubonee yacto BcTpeyaromnyecs: TpUCOMUN, COBMECTUMBIE C )KU3HBIO, OIHU-
caHbl Juib 4714 8, 9, 13, 18, 21 1 22-i XpoMOCOM, OCTaJIbHbIC BAPUAHTHI CUUTAIOTCS
netanbHbIMU. Hanbosee n3y4eHHbIMU U KIIMHUYECKH 3HAUMMBIMU SBIISIOTCSI CHUH-
npom JlayHa (Tpucomus 21), cunapom aBapica (tpucomus 18) u cunapom [latay
(tpucomust 13). OcTanbHbie ayTOCOMHBIE TPUCOMUH BCTPEUAIOTCS TOPA3JI0 PeXke, U
UX HOCUTEIIU, KaK MpaBujio, MOTuOAI0T B paHHEM HEOHaTadbHOM Bo3pacte. Hanbo-
JIe€ 4acTOM MPUYUHON TPUCOMUU SIBISIETCS HAPYIIEHUE MPOIIECCOB raMETOICHE3a,
MIPOSIBJISIONIEECS HEPACXOKIECHUEM XPOMOCOM B Mpoliecce Meno3a.

CuHIPOM JIAYHA

Cungpom [layna (Tpucomus 21) siBisieTcst ofHOM 13 HanboJiee pacipocTpa-
HEHHBIX ¥ U3YYECHHBIX TPUCOMMUIA, 00YCIIOBICHHON MTPUCYTCTBUEM JOTIOTHUTEIHLHON
21-i1 xpomocombl. Yactota cunimpoma [layHa cpeny HOBOPOKICHHBIX JETEH —
or1:700 mo 1 : 800, B momynsitiuu — 1 : 4000. [Ipu oquHAKOBOM BO3pacTe pou-
TEJeW OTCYTCTBYET dTHUYECKasi WK reorpadudeckas pasnuia. C Bo3pacTom ma-
TEPHU ¥ B MEHBIIIEH CTENIEHN C BO3PACTOM OTIIA YBEIIMYMBACTCS YaCTOTA POXKIACHHS
neren ¢ cuaapomMom Jlayna. J{iist sKEHIIMH B BO3pAcTe 10 25 JET BEPOATHOCTD POXK-
neHus pedeHka ¢ Tpucomueit mo 2 1-i xpomocome pasna 1 : 1400, mo 30 — 1 : 1000,
B 35 siet puck Bo3pactaeT 10 1 : 350, 842 ronza— 101 :60,aB49 ner— o 1:12.
Tem He MeHEe, TTOCKOJIBKY MOJIOJIBIC KEHIIIUHBI B IIEJIOM POKAIOT TOPa3o OOJIbIIe
nereit, 6ombMHCTBO (80 %) Bcex 00JIbHBIX CUHAPOMOM JlayHa B JEHCTBUTEIHLHO-
CTH POXACHBI MOJIOJILIMU >KEHIIIMHAMU B Bo3pacTte 110 30 Jyer.

CooTHoIIIEHNE MAJIBYMKOB U IEBOUYEK ¢ CHHAPOMOM [layHa 1o 1oty cocTas-
aset 1 : 1.

BrIensitoT Tpu OCHOBHBIX IMTOTCHETUUECKUX BapuaHTa cuHapoMa JlayHa:

1. ITonnas Tpucomus no 2 1-if mape XpoMOCOM, pa3BUBAIOIIASICS BCIEICTBHUE
HEpacXOoXACHHS XpOMOCOM B Meio3e. Ha oo qanHoi hopMbl TPUCOMUU MPUXO-
autcst okoso 94-95 % Bcex ciywaeB cuHapoma JlayHa. Bxiam mMatepuHCKOTO
HepacxoxaeHus coctaBisier 85-90 %, ormoBckoro — 10-15 %. Ilpu monHo#
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dbopmMe TpUCOMUU KapUOTHIN y MaJbYMKOB npeacTasieH kak 47, XY (+21), y ne-
Bouek — 47, XX (+21).

2. B 3-4 % cny4aeB perucTpupyercsi TPaHCIOKAIIMOHHBIA BapUaHT CHUH-
npoMa Jlayna. B ocHoBe maHHON (hOpPMBI JI€KUT HATMYUE TPAHCIOKAIUN MEXIY
cerMeHTaMu 21-ii XpOMOCOMBI U OJHOM U3 APYTUX XPOMOCOM Y OJTHOTO U3 pPOIU-
Teneit. Yaie Bcero HaOIOAaeTCA TpaHCIOKaIMs 3-ro0 cerMenTta 21-if XpoMoCOMBbI
Ha 13-10 (TpaHcaokarmoHHbIN BapuaHT 21/13) uinu 15-10 XpoMOCOMEI (TpaHCIOKa-
IMOHHBIN BapuaHT 21/15). opMupoBanue TpaHCIOKAIIMOHHOM (POPMBI CHHAPOMA
JlayHa BO3MOXHO B cllyyae oOMeHa CerMeHTaMu Ha camoil 21-ii xpomocome —
TPaHCIOKAIIMOHHBIN BapuaHT 21/21.

3. Mo3anuHnsblii BapuaHT cunapoma JlayHa, mpu KOTOPOM JOTOTHUTEIbHAS
21-#1 xpoMocoMa IPUCYTCTBYET HE BO BCEX KIIETKaX MallMeHTa, BCTPeUaeTcs MEeHee
yeMm y 2 % c¢ cunapomoM [layna. XapakTepHoi 4epToil JaHHON (DOPMBI SIBIISIFOTCS
0oJjiee cTepThie KIMHUYECKHUE TPOSBICHUSI CUHAPOMA, B PAJE CIy4aeB C IMOJIHBIM
COXPAHEHHEM MHTEIJIEKTa, HO MPU 3TOM BHEIIHHUE NTPU3HAKU 3a00JI€BaHUS COXpPa-
HSIOTCSL.

Knunnueckue mnpossieHust cunapoma [layHa y nereil pazHooOpasHbl U
BKJIIOYAIOT B C€0sl XapaKTEPHbIM BHEIIHUHN BUA, (OPMUPOBAHUE BPOXKIECHHBIX I10-
POKOB Pa3BUTHUS, 3aI€PKKHU U HAPYIICHUS IOCTHATAIBLHOTO Pa3BUTHUS CO CTOPOHBI
HEPBHOW CHCTEMBI U JIP.

K KIMHUYECKUM MPOSIBICHUSIM CUHIpoMa JlayHa OTHOCSTCS:

1. Cneunipuyeckue 4epThl JIULA U OCOOEHHOCTH CTPOEHUS T'OJIOBBI:

— HIMPOKOE JIUIIO;

— KOpPOTKHMH M IMPOKUHI HOC;

— KOpOTKas Ies;

— HeJO0pa3BUTAasl BEPXHSS YEIIOCTb;

— MaJleHbKas roJjioBa;

— U30BITOK KOKU Ha 33JHEeH MOBEPXHOCTH LIEH;

— MOHTOJIOMJIHBIN pa3pes rias;

— nsiTHa bpymiduneaa (cBeTio-cephle MITHA HA PaTy>KHOU 000JIOUKE ri1a3);

— SMUKAHTYC (MOJYJIyHHas KOXHas CKJIaJKa BO BHYTPEHHEM YTy BEpX-
HETO BEKA);

— aCMMMETPHUYHbIE U/WUIN HU3KO MOCAKEHHbIE YIIIH;

— OOJIBIIION S3BIK 0€3 IeHTpabHON 00PO03/bI (BCICICTBUE YETO Y MaIUeH-
TOB YaCTO OTKPBIT POT);

— HapyUIeHUs MpHUKyca.

2. 3anepxka GU3MIECKOr0 U MCUXUYECKOTO PA3BUTHSA:

— cHkeHue ypoBHs [Q (cpenHue 3HaYeHUs COCTABISIOT 0KOJIo 50);

— CHHJIPOM T'MIIEPAKTUBHOCTH C AE(PUIIMTOM BHUMAHUS;

— BBICOKHM PUCK PAa3BUTHUS ACIPECCUU CPEAU JECTEU U B3POCIIBIX.

3. 3MeHeHus co CTOpOHBI CKeJIETa U OTIOPHO-ABUTATEIBHOIO anmnapara:

— HENPONOPLMOHAIBHOE TEJIOCIOKECHUE;

— HU3KUW TOHYC MBIIIILI;



— «pa300JTaHHOCTbHY CYCTABOB;

— KIIMHOJAKTHUIIHS;

— «00e3bsiHbS» CKJIa/IKa Ha JIAJOHH;

— HEJO0pa3BUTHE MOJOBBIX TPU3HAKOB;

— HU3KOE pacCIoJIOKEHHE OOJBIIOro Majblla MO OTHOIICHUIO K JAPYTUM
najabLam;

— CaHJIaJIeBUIHAS IIEIb MEXIY MEPBBIM U BTOPHIM MAJIbIIAMHU HOT.

4. Hapy1iiieHusi CO CTOPOHBI IPYTUX OPTaHOB U CUCTEM:

— BPOKJEHHBIE TOPOKH cepaua (Ie(eKT MEXKEITYJOUKOBOU MEPErOPOIKI
Y aTPUOBEHTPUKYJISIPHBIN KaHa (3HI0KapAHAIbHBIN BEIPOCT) SIBISIFOTCS HAMOoJIee
pacrnpocTpaHEHHBIMU JePEKTaMH);

— BBICOKHMH PUCK peann3alui MUEJIOUIHOTO U B-kierounoro mumdoobiiact-
HOTO JICHKO30B;

— JHJOKPUHOMNATUU (TUIIOTUPEO3, CaXapHbI TUAOET);

— aHOMAaJIMSI PA3BUTHS JKEITyI0YHO-KUIIIEUHOT O TPaKTa (aTpe3usl IBeHaI11a-
TUTIEPCTHOM KUIITKHU, KOJBIIEBU IHAS TTOJ[HKEITYI0UHAs JKeJle3a, 1eIruakus, 00JIe3Hb
[upuimpynra).

Juarnos cunapoma /layHa yctaHaBiMBaeTCsl HA OCHOBAaHUHU HAJIWUYMS y Ta-
nueHTa 4-5 u3 HauboJiee 4acTo BCTpPEUAIOUIUXCs Y JeTel ¢ Tpucomueit 21-it xpo-
MOCOMBI IPU3HAKOB:

1. Ynomenuslit npoduis nuiia xapaktepeH ais 90 % aereit ¢ CHHIAPOMOM
JayHa.

2. OTcyTCcTBHE cocaTellbHOTO pediiekca XapakTepHo s 85 % neteit ¢ Tpu-
comueint o 21-i XxpoMocome.

3. C mpumepHo oauHakoBoi yactoTo (80 %) oTMeuaroTcs MbllliedHas Tu-
MOTOHUS, MOHTOJIONTHBIN pa3pes ria3 u u30bITOYHAS KOKHAs CKIJIaJKa B 00J1acTH
Ieu.

4, JIlucnmacTideckre M3MEHEHUs Ta3a ormedarores y 70 % nerei.

5. Okomno 60 % aeteit umeroT neGopMUpPOBaHHBIC YIITHBIE PAKOBUHBI H/WIIH
KITMHOIAKTUJIMIO MU3HHIIA.

6. Ilonepeunas ckiaaka jJaloHu (YEThIpEXIalblieBasi CrudaTeTbHasl CKIIaIKa)
BcTpeuaercs y 45 % nerelt ¢ cunapomom JlayHa.

7. BaxxHoe 3HaueHUE ISl JUArHOCTUKU MMEIOT TeMITbl (U3UYECKOTo (PocT
B3pOCJIBIX OOJIBHBIX HUKE CpeIHEro mpuMepHo Ha 20 cM) 1 yMCTBEHHOTO (K03 du-
IIUEHT YMCTBEHHOTO Pa3BUTHS MOXKET KOJIe0aThCs B npeenax 25—75) pa3BUtTus.

JuddepeHnnanbHblii 1UarHo3 MPOBOAUTCS B MEPBYIO OUepe/b C APYTrUMU
dbopmMaMu XpOMOCOMHOM MATOJIOTUH U TUTIOTHUPEO30M.

JI1si OKOHYATETLHOTO YCTAHOBJICHUS TUArHo3a HEOOXOIUMO TMPOBEICHHE
IIUTOTEHETUYECKOTO 00CIIeIOBAHUS.



CuHarPoM IIATAY

Cunnpom Ilatay (Tpucomus no 13-t xpomocome) O0b11 onucan B 1960 1. y
JIeTel ¢ MHO>KECTBEHHBIMU BPOKJIEHHBIMU TTOPOKAMH PA3BUTHSL.

Yacrota 3ab6oseBanus coctapisieT oT 1 : 5000 10 1 : 7000 HOBOPOK/ICHHBIX.
CooTHollIeHnEe MaJTbYUKOB U JIeBouYeK ¢ cuHapomoM [laray — 1 : 1.

Ha nonto monHoOW TpuCOMHUM, BOZHUKAIOIIEH BCIIEJICTBUE HEPACXOXKICHU S
XpPOMOCOM B MEHO03€ Y OJTHOTO M3 POAUTENEH, mpuxoauTcs nopsaka 80—-85 % ciy-
yaeB Bcex Tpucomui o 13-it xpomocome. ['opa3no pexe 0TMEeUaroTCs Ciiydau ne-
peayu AOMOJHUTEIBHOTO Y4acTKa XPOMOCOMBI B pe3yJIbTaTe poOEepPTCOHOBCKUX
TPAHCJIOKAITMH ¥ MO3auvYHbIC (DOPMBI.

Knvanueckue mposiBiICHUST CHHApPOMA JOCTATOYHO CIelu(uUecKue, 4To
MO3BOJISIET 3aMOAO03PUThH JAMArHO3 MPAKTUYECKH cpazy mocie poxiacHus. K Hum
OTHOCATCS YEPEIHO-JIMIIEBbIC aHOMAJIUU — HapylieHue (GopMUpOBaHUS KOCTEH
MO3TOBOM U JIUIIEBOM YaCTH CKeJieTa, pacleIMHbI I'yObl U HeOa (Kak mpaBuilo, ABY-
CTOPOHHUE), MUKpoLieaust, MUKpODTaTbMUsI, Y3KUE TJIA3HbIC IIEJH, 3araBiias
NEPEHOCHUIIA U JIP., YaCTO COMPOBOKIAIOIINECS 3HAYUTEIBHBIMU JeEeKTaMH pa3-
BUTHS MO3Ta U COYETAIOINIUECS C MHOKECTBEHHBIMU TTOPOKAMHU Pa3BUTHS BHYTPEH-
HUX OpraHoB (TIOPOKHU cep/ila, KUCTHI MOYEK, AEPEKThI MOIKETyI0YHOM JKeIe3bl,
HE3aBEPILIECHHbBIN OBOPOT KUIIEYHHKA U Ap.). Kpome Toro, y nereit ¢ CHHIpoOMOM
[Tatay yacTo BCTpEUAIOTCA TAKWE CUMIITOMBI KaK MOJU- U CUHIAKTUIIUS KUCTEH
WJIU CTOT, TITyXO0Ta, TUIIOTOHUS MBIIII], CYJIOPOTH.

BonbmmHCTBO feTeit ¢ Tprucomuei o 13- XpoMOCOMe YMUPAIOT Ha IEPBOM
roay xu3Hu (95 %), uTo 00yCIOBIEHO MHOKECTBEHHBIMU KOMOWHAIIUSMU TSIKe-
JIBIX TIOPOKOB Pa3BUTHUSI.

Jwnarno3 cunapoma Ilaray ycranaBamBaeTcss HA OCHOBAaHWM HAJIUYHsA Yy pe-
OcHKa XapaKTEPHBIX MTOPOKOB PA3BUTHUS.

Hudbdepenunanpuas nuarHoctuka cuuapoma llaray ¢ apyrumu cUHAPO-
MaMH, UIMEIOIIUMH O0II1e KIMHUYECKHE MpU3HaKku (CUHApoMbl Mekkens u Mopa),
OCHOBBIBACTCSI Ha ONPEICIICHUH XPOMOCOMHOTO Habopa pedbernka. C menpro op-
MHUPOBaHUS MPOTHO3a 3I0POBBS OYAYIIUX JIETeH B CEMbE IIUTOTCHETHYECKOE HC-
CJeJOBaHME MOKA3aHO BO BCEX CIIy4asiX, B TOM YHCIIE U YMEPIIUX ACTEH.

CUHJIPOM DIBAPICA

Cunapom DaBapjca (TpucomMus 1o 18- XpoMocoMe) — XPOMOCOMHOE 3a-
OoJieBaHUE, B OCHOBE KOTOPOTO B OOJIBIIMHCTBE CITYy4YaeB JICKHUT IpocTast (IMOoJTHas)
Tpucomus 18- mapsl XpoOMOCOM, BO3HUKAIOIIAsI BCJICICTBUE HEPACX 0K ACHUS XPO-
MOCOM B MEMO03€ y OJHOI0 W3 poAuTeNier. TpaHCIOKAIMOHHBIE U MO3aWYHbIE
(bOopMBI BCTPEUAIOTCSI KpallHE PEMIKO.

CooTHoIIIeHNE MATBYUKOB U JICBOUYEK C CUHIpOMOM DnBapaca — 1 : 3.

CHUHIpOM OIKCaH aHTJIMMCKUM NEAUaTpOM U reHeTUKoM J[>xoHoM DaBapi-

coMm B 1960 r. YactoTta 3a6051eBaHMs Cpeid HOBOPOXKIEHHBIX cocTaBisieT oT 1 1 5000
no 1 :7000.



VY nereit ¢ cuHAPOMOM DJIBap/ica OTMEYAETCsl BhIPAXKEHHAsI 3aJIepyKKa Ipe-
HATaJbHOTO Pa3BUTHS MTPU HOPMATIBLHOU MPOJIOKUTEIIEHOCTH OEPEMEHHOCTH.

Knunnueckast kapTuHa JeTed ¢ CUHIPOMOM JJBapjca XapaKTepusyercs
HAJIMYUEM MHOXECTBEHHBIX BPOKICHHBIX MIOPOKOB JIMIIEBOM YACTH Yeperia U CKe-
JeTa, cepaua, OMOPHO-ABUTATENIBHOIO ANIAPATa U MOJOBBIX OPTraHOB.

J1J1s1 3TOrO CHHIpOMA XapaKTEPHbI CIIEAYIOLINE CUMIITOMBI: pE3KOE OTCTABAHUE
MICUXWYECKOTO Pa3BUTHS, MUKpoIedaus, yepen qoauxoredannaeckoi GopMbl Co
CTyrneHeoOpa3HbIM 3ama/ieHueM JIOOHBIX KOCTeH B 00JacTH POJHUYKA, PACIIOJIO-
KEHHBbIE HU3KO YIIHbIE PAKOBHHBI, YMEHBIIIECHHASI B pa3Mepax HIKHAS YEIIOCTh
(MUKpOTeHus ), MAJICHbKOE HApPY>KHOE OTBEpCTHE pTa (MUKPOCTOMHS ), pacieInHa
BEepXHEH I'yObl 1 He0a, y3KUE U KOPOTKHE TIIa3HbBIC SN, CTUHHOMO3TOBas TPhIXka,
KPUIITOPXU3M M TUIOCTIAJUS Y MAIbUYUKOB U THUIEPTPOPUS KIUTOpA y JIEBOYEK,
BPOXKJCHHBIN TOPOK cepiua, (PIeKcopHOe MOJIOKEHUE KUCTEH, (OopMUpOBaHUE
CTOTBI-KayaJKy (BBICTYIIAIOIIAS MSITKA U TIPOBUCAIOIIHI CBOJI CTOIIBI).

[Tpo10BKUTENEHOCTD KU3HU JIETEH ¢ CUHJIPOMOM J7Bapjica, Kak MpaBuio,
MEHee roja.

YuutbiBasg KIMHUYECKOE pa3HOOOpa3ue MaTojIOruu MpU JaHHOM CHHIPOME
JUIS yCTAHOBJIEHHUS TOYHOT'O JMAarHo3a Moka3aHo [UTOr€HETUYECKOE UCCIIEIOBAaHUE.

OUTOI'EHETUYECKHUE AHOMAJIMHA ITOJIOBBIX XPOMOCOM

AHOManMu MOJIOBBIX XPOMOCOM, MOJOOHO AHOMAJHUSAM AayTOCOM, MOTYT
OBITh YMCIIOBBIMU MJIM CTPYKTYPHBIMH U IPUCYTCTBOBATh BO BCEX KJIETKaX WJIU B
Mo03au4yHO# popme. Bce 0oHM MMEIOT TEHAEHIUIO MPOUCXOIUTh KaK CIydailHble CO-
ObITHsI 0€3 ABHBIX Mpenpacroiararoimux (GakTopoB, 3a UCKIOYeHUEeM 3¢dekTa
BO3pAcTaroIEro BO3pacTa MaTepu B CIyvasiX, BRI3BAHHBIX OIMIMOKaMU IIEPBOTIO JIe-
JIEHHsI MATEPUHCKOTO Mero3a. PacpocTpaHeHHOCTh aHOMAJIMN TTOJIOBBIX XPOMO-
COM CpeIH HOBOPOXKJEHHBIX U IUIOJ0B, 00CIEOBAHHBIX MPEHATAIbHO, a TaKkKe
IIPY CIIOHTAHHBIX a0OpTax MPUBEICHA B TaOIUIIE.

Cy1iecTByeT MHOKECTBO KIIMHUYECKUX IPU3HAKOB (3a7€pKKa HACTYILJICHUS
MIOJIOBOM 3pENIOCTH, IEPBUYHAS U BTOPUYHAS aMeHOpesi, 0eCIuIoAre, HeOTHO3HAY-
HBIE TIOJIOBBIE OPraHbl U JIP.) BBICOKOW BEPOSITHOCTH aHOMAJIUU MOJOBBIX XPOMO-
COM U, TaKUM 00pa3oM, NOTPEOHOCTH B LIUTOI€HETHUECKUX U MOJIEKYJISIPHBIX HC-

CJICAOBAHUAX.
Tabnuya

PacnipocTpaHeHHOCTH aHOMAJIMI TOJIOBBIX XPOMOCOM CPe¥ HOBOPOKACHHBIX
U II010B, 00C/1eJI0BAHHBIX IPEHATAJIBLHO, 2 TAKKe MPU CIIOHTAHHBIX A00pTax

IHox Hapyumenue Kapuorun Bcerpeyaemocth
Myxckoi | Cunnpom Knaitnpenrepa |47, XXY 1 : 1000 Mmy>xunH
48, XXXY 1 :25 000 my»x4uH

Hpyrue (48, XXYY;49, [1:10 000 myxunu
XXXYY; mo3aukn)
Cunnpom 47, XYY 47, XYY 1 : 1000 my>xunH
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Oxonuanue maou.

IHon Hapyienue Kapuorun Bcrpeyaemocts

Hpyrue anomanuu X- wim | — 1 : 1500 myxunn
Y -XpOMOCOMHBIE
MysxunHbl XX 46, XX 1:20 000 my>xunH

Kenckuit CI/IH[[pOM ]_HepemeBCKoro— 45, X 1 : 5000 xxenmuu
TepHepa
Hpyrue (nenenuu, MO3auku) | — 1:15 000 xeHumx
Tpucomus X 47, XXX 1 : 1000 xeHIIH
Hpyrue anomamuu X-xpo- |— 1 : 3000 »xeH1muH
MOCOMBI
Kenmuasl XY 46, XY 1: 20 000 xeHmu
Cunzapom HeuyBCcTBUTENb- |46, XY 1: 20 000 xeummny

HOCTH K aHAPOIrcHam

OO6m1as BCTpe4aeMOCTh aHOMAJIUH MOJIOBBIX XPOMOCOM CPEAN MYKYHUH CO-
crasiser 1 : 400 myxuuH, a cpenn xkeHIMH — 1 : 650 sxeHIuH.

CHUHJIPOM MOJIMCOMHUHU Y-XPOMOCOMBI Y MY KYUH

B Hacrosimee BpeMs yaile BCEro BCTPEYaroTCs CAEAYIOINE BAPUAHTHI CUH-
IpoMa:

— 47, XYY (uacrota 1 : 1000);

— 48, XXYY (uacrota 1 : 25 000);

— 49, XYYYY (uacrota 1 : 25 000);

— 49, XXXYY (uacrota 1 : 25 000).

[TosiBneHue n06aBOYHON Y-XpOMOCOMBI B KApUOTHIE MY>KUUH, KaK Ipa-
BUJIO, HE TPUBOJNUT K KAKMM-JINOO MOJIOBBIM WJIU SHIOKPUHHBIM aHOMAJIUSM.

JlnarHocTHYeCKHe KpUTEPUHU B HEKOTOPOUM CTENEHU OMPENESIOTCS U3JIHILI-
HUM YHUCJIOM Y-XpoMOCOM (4eM Oosbiie Y, TeM OoJbllie MPOSIBICHUI) U XapaKTe-
PU3YIOTCSI BBICOKUM POCTOM (HE HibKe 186 cM), JUIMHHBIMU pyKamH, JJIAHHBIMH
BEpETEHOOOpa3HbIMU MajbllaMH, MPEBATMPOBAHUEM JIMIIEBOM YacTU CKelleTa Haj
MO3rOBOM € TpyObIMU YepTaMH JIMLA, BEICTYNAIOIUMHI HaJA0POBHBIMU TyTraMH U Te-
PEHOCHEM, YBEIMUYEHHON HM)KHEW YeNIOCThI0, OOJBIIMMH YITHBIMUA PaKOBHUHAMU.
Jlnst 35 % marueHToB ¢ MOJIUCOMUEN Y-XpOMOCOMBI XapaKTEPHbI YCKOPEHHE POCTa
B JIETCKOM BO3pacTe, MATOJIOIHsI KOJIEHHBIX U JIOKTEBBIX CYCTaBOB. ¥ HEKOTOPBIX
OOJIBHBIX C BO3PACTOM pPa3BUBAIOTCS MIM30(peHUs U anmiencus. Yacto peructpu-
pyeTrcsi yMCTBEHHAs! OTCTaJIOCTh, CTENEHb TSHKECTU KOTOPOM TakXKe KOPPEIUPYET €
KOJIMYECTBOM Y -XpPOMOCOM B KapUOTHUIIE (4EM UX OOJbIle, TEM 3HAYUTEIbHENW UH-
TEJJIEKTyallbHas HEJIOCTATOYHOCTh). MOryT BBISIBISITHCS MPU3HAKK SMOIMOHAIb-
HOW HECTaOMJILHOCTH, arpeCCUBHOCTHU, CKIIOHHOCTh K aCOIIMAIbHOMY MOBEJICHHUIO.
Takue My>XUMHBI TJI0JOBUTHI, U BEPOSITHOCTh POXKJICHUSI Y HUX peOEHKa ¢ XpOMO-
COMHBIMHU HapyIIEHUSMU HE MPEBHIIIAET HOPMBI.

BrniepBbie cunapom ObLT OMKCAH MPHU 00CIEA0BAHNN 3aKJIFOUEHHBIX B TIOPb-
max CILIA. [Ipeanonaranoce, 4To Takue 00JbHBIE MOTYT UMETh KPUMUHOTEHHBIE
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HAaKJIOHHOCTH M 4YacTOTAa BCTPEYAEMOCTH MYXYMH C KapuoTunoM XYY BbIIIE
B MCUXUATPUUYECKUX OOJIbHUIIAX U TIOPbMaX, OJIHAKO B JaJIbHEUIIIEM 3TH JIaHHbIE
OBLITM ONPOBEPTHYTHI.

Juddepenunanbias TMarHOCTUKAa UHOTAA MOXET MPOBOJUTHCS C FOPMO-
HaJBLHOM IMaTOJOTUEH, COMPOBOXKIAOIICHCS akpoMmeranuei. TeueHue Giaromnpu-
ATHOE, HE BIMSIONIEE HA IPOJOJIKUTEIBHOCTD )KU3HH.

Jleuenue mpu AucoMuM 1o Y -xpoMocoMe yaiiie He Tpedyercs. [Tpu Hannaun
MOKa3aHMI IPOBOJIATCS TOPMOHOTEpanus (Mpy HeAOPA3BUTHU TEHUTAINI ), CHMII-
TOMAaTHYECKasl TepaIInsl.

CuHJIPOM KJIAMH®EJITEPA

Cunnpom Knaitndenrepa (Knsitndenrepa, Kneitndenrepa) onucan amepu-
kanckuM BpadoM H. F. Klinefelter B 1942 r.

YactoTa CHHIpOMa CpeIr HOBOPOXKICHHBIX MalTbuiKOB cocTapisieT 1 : 1000
(500-850 Mo maHHBIM pa3HBIX aBTOPOB); CPEIIU MATBYHKOB, Y KOTOPBIX HAOIIOa-
eTcsl oTcTaBaHue ncuxudeckoro pa3sutus, — 1 : 100, u ¢ Takoi e 9acToTon —
Cpely MYKYMH, CTPAJIAOIINX OECIUIOAUEM.

B 1958 r. B pabote I1. E. [lonanu ¢ coaBTopamMu BOEpPBbIE TPU LIUTOTE€HETH-
YECKOM HCCIIEJOBaHUU 00JIbHBIX CUHIpOoMOoM KiaitHenTepa ObLIN BBISBICHBI 1BE
X-XpOMOCOMBI Hapsy ¢ Y-XpOMOCOMOU. B ganpHenmeM okas3aaoch, 4TO CaMbIM
pacnpocTpaHEHHBIM BapuaHTOM KapuoTurna npu curapome Kialindenrepa spis-
ercst 47, XXY, HO BcTpeuaroTcs OOJIbHBIC, Y KOTOPBIX YHUCIO X-XPOMOCOM JI0XO-
Ut 10 4 u 6osee (00s3aTeILHO — HE MEHEe JIBYX X-XpOMOCOM M HE MEHEe OTHOM
Y -XpOMOCOMBI).

Ha xnaccuueckuii Bapuant 47, XXY cunapoma npuxogutcs 80 % Bcex ciy-
yaeB (y TaKUX MaJbYMKOB yaaeTcst oOHapykuTh Tenblia bappa B 15-25 % snure-
JUAJTBHBIX KIIETOK CIIM3MCTOM I1IeK), ocTainbHble 20 % BKimrogaior B ce0s 48, XXXY
U ApyTrre MO3auvHble BAPUAHTHI.

®enotun popmupyercsa k 12—15 rogam, KIMHUYECKask CUMIITOMATHKA 00-
JIe3HM HauboJiee BbIpakeHa B MPernyoepTaTHOM U ITyOepTaTHOM BO3pacTe.

FOnomm ¢ cunapomom KnaitHpentepa oTian4arOTCsi OT CBEPCTHUKOB BBICO-
KUM POCTOM U HECOOTBETCTBHMEM POCTA U pa3Mepa pazMaxa pyK, KOTOPbIN MPEBBI-
maeT poct He MeHee yeM Ha 10 cM, eBHYXOUJHBIM TEIOCIOKEHHEM (JJIMHHBIE
HOTH, BBICOKAas TaJusl, OTHOCUTEIBHO IIUPOKUI Ta3) CO CKIOHHOCTBIO K OXKHpE-
HUI0. MOryT Takke HaOIr0aThCs Opaxuiiedansi, HU3KUI POCT BOJIOC Ha 3aThIIIKE,
HeOosbmas AedopMalrsi YITHBIX PAaKOBUH, CKOJIM03, KIIMHOMAKTUINS V Malblia,
CKYIHBIA POCT BOJIOC Ha JIMIIE, COXPAHSIONIUICS BBICOKUI TeMOp rojioca, Kara-
paKTa, CHUKEHHE CIIyXa, BPOXKACHHBIE IOPOKHU CEpALlA, BAPUKO3HOE PACIIMPEHNE
BEH. XapaKTepHbIMH CUMIITOMAaMHU TPU TOM 3a00JI€BAaHUU Yy MYKYHUH SIBIISIIOTCS
Oecruionne, TMHEKOMAcTUs (B pe3yjbTare 4yero puck paka rpyaud B 20-50 pas
BBIIIIE, YEM y MYXYHH C HOPMaJIbHBIM KapHOTHUIIOM), a TAK)KE BBISABIISIEMbIEC MPU
UCCJIEIOBAHUM CIIEPMOrpaMMBbl OJIMrOCHEpMUS (MAJIEHbKUN O0BEM ISIKYNIATA) U
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azoocrnepMusi (OTCYTCTBUE CIIEPMATO30MI0B B criepMe). [1010B0# wiieH HOpMalIbHBIX
pa3MepoB, SMUKHU OMYIIEHbI B MOIIIOHKY, HO MSITKME Ha OIIYIlb U OY€Hb MaJICHbKHE
(nnameTp siM4eK peaKo Mpesbimaer 1,5 cM, B TO BpeMsl KaK y 3J0pPOBOTO FOHOIIN
ATa BEJIMYMHA PAaBHA 5 CM).

Hepenko (15-20 %) nabitoiatorcs yMCTBEHHAs! OTCTANIOCTD JIETKOM CTETICHH,
HEYCTONYMBOCTh BHUMAHUS, TIOBBIIIICHHAS] YTOMJISIEMOCTD, TIOBBIIIICHHAS BHYIIIAC-
MOCTh, CHUKCHHE WHUIIMATUBHOCTH, HE3PENIOCTh CykaeHuid. Cpemu HUX dHare
BCTPEYAIOTCS JIIO/IM, CKIIOHHBIE K TOMOCEKCYaTbHOCTH, aJIKOroiau3my. B HeBposio-
THYECKOM CTaTyCce BO3MOKHBI KOOPIMHAITMOHHBIE HAPYIICHUS, TPEMOP, CYJ0POTH.
B 3penom Bo3pacTe ycToMuuBbIN JeUITUT aHAPOTEHOB MOYKET MPUBOIUTH K YMCHbB-
IIICHUIO MBIIIEYHON MaCChl, CHIYKEHHUIO JIMOUI0 U OCTEOTIOPO3Y.

HuddepennpanpHas TMarHoCTUKa MPOBOJIUTCS € KIaH(eNTeporno100HbIMU
denotunamu: cuaapomoM Kanpmana (TUIoroHan3m, aHOCMusl, CHUKEHUE YPOBHS
TOHAJIOTPOIIMHOB B MOY€) U CUHAPOMOM PeiidenmnTeitna (runoroHaan3m, riHEKO-
MAacCTHs1, TUTIOCTIA NS, BHICOKUN YPOBEHb TOHAJOTPOIIMHOB B MOU€) C HOPMAJIbHBIM
kapuoturnom — 46, XY.

Teuenue 3a00ieBaHMsI OJIATONPHUATHOE, TPOJAOIKUTEIBHOCTD KU3HU CYIIIe-
CTBEHHO HE MEHSETCSI.

[Ipu neyenun Oo0nbHBIX cuHApoMoM KitaiiHdentepa NpUMEHSIOTCS MYyX-
CKHE TT0JIOBBIC TOPMOHBI (TECTOCTEPOH MPOIMOHAT U €r0 aHAJIOTH ), KOTOPBIE KOP-
PETHPYIOT BTOPUYHBIC TTOJIOBBIE TTPU3HAKHN, HO HE MPUBOASAT K BOCCTAHOBJICHUIO
criepMaToreHe3a — MalMeHThl UMEIOT cTolikoe Oecrumoame. [Ipyu ruHekoMacTun
BO3MOXXHO XHPYpPTHYECKOE BMEMIATEILCTBO. [10 TOKa3aHWsIM MOTYT OBITh PEKO-
MEHJIOBaHBI TICUXOCTHUMYJISITOPHl M HEUPOMETAO0OIUIECKHE TIPEImapaThl, KaKk 3TO
oOmmenpuHsATO Mpu Apyrux ¢opmax onuroppenun. B psane cimydaeB Tpedyercs
NICUXOTEpANeBTUYECKAsT KOPPEKIIUS CYNPYKECKOU Maphl MO MPUYUHE OSCTUIONMS
cynpyra. [Ipu co3gannu cembr MOKa3aHo MPUMEHEHHE BCIIOMOTATENIbHBIX PEpo-
JTYKTUBHBIX TEXHOJIOTUHN C UCIIOJB30BAHUEM JTOHOPCKOM CIIEPMBI.

CUHIPOM NOJIMCOMHU X-XPOMOCOMBI Y JKEHIIIUH

JlaHHBIN CUHIIPOM BKJIIOYAET B CEOS:

— Tpucomuio X (47, XXX);

— TerpacoMuio X (48, XXXX);

— nentracomuio X (49, XXXXX).

Tpucomuss X-XpOMOCOMBI CpeAU HOBOPOXKIAEHHBIX JEBOYEK COCTAaBJISET
1:1000. JononaurenbHble X-XpOMOCOMBI FETEPOXPOMATUHNU3UPOBAHBI (MIHAKTHUBU-
POBAaHbI) ¥ IPU KAPUOTUITUPOBAHUH TAKUX KEHILWH BBITJISAAT KaK JIONOJHUTEIbHbIE
tenbla bappa, mo3TOMy Takue MaToJIOTHYeCKUe COCTOSHUSL COBMECTUMBI C 5KU3HBIO.

Kenmmnel ¢ kapuotunoM XXX B IOJHOM WM MO3aWYHOM BapUaHTE
UMEIOT HOpMaJIbHOE (PU3UYECKOE U MCUXUYECKOe pa3BUTHE. HEKOTOPBIX M3 HUX
BIIEPBBIE BBIABIISIIOT B KIIMHUKAX I10 JIEYEHUIO O€CTUIOAMS, HO 00JIbIlasi 4acThb, BEpP-
OSITHO, OCTAETCSl HEAMArHOCTUPOBAaHHOM. KaTaMHecTHUeCKue MCClIe0BaHUs MOKa-
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3aJ11, 4YTO MOJIOBOE CO3PEBAHUE Y JKEHIIMH MPOUCXOIUT B COOTBETCTBYIOIIEM BO3-
pacTte, XOTS YaCThIMU CUMIITOMaMH SIBJISIFOTCSL aMEHOpesl U TUCMEHopesi. Y Takux
YKEHIIMH HaOJII01aeTCs paHHsIsI MEHOIay3a.

[Ipu Tprcomuu X ¢ BO3pAcTOM YBEIMYMBAETCS PUCK BO3HUKHOBEHUS ICH-
XUYECKHUX 3a0o0sieBaHui. MHTEIeKTyaIpHOe pa3BUTHE HOPMAJIBHOE MJIM Ha HUK-
HEW rpaHulle HOPMBI, Y YaCTH KEHIIUH OTMEYEHBI 3HAYNMBbIE OTKJIOHEHHUSI B TECTAX
1Q, u 601tee 70 % marMeHTOB UMEIOT MTPOOJIEMBI B 00yueHnHr. Penkue mposiBiIeHUS:
MUKpoItedanus, KOCoTiia3ue, CKOJIN03, BEICOKUH POCT.

YBenmuuenue urcia X-XpoMOCOM B KAPHOTHITE COTTPOBOKIACTCS YCYTYOJICHUEM
MOPaXEHUSI HEPBHOM CHCTEMBI, (POPMUPOBAHUEM TIOPOKOB PA3BUTHS W HapyIIe-
HUeM (DYHKIIMU MOJOBBIX opraHoB. [Ipu TeTpacoMuu U neHTaCOMHUH X-XPOMOCOMBI
HAOJIOAAI0TCS CHIDKCHHUE HHTEIUIEKTa OT MOTPaHUYHOM YMCTBEHHOM OTCTAJIOCTH 10
oJIMroppeHNH, YEPEIHO-IUIICBbIC JUCMOP(DHH, aHOMAJIUKA 3yOOB, TMOJIOBBIX Opra-
HOB, CYJOpPOTH, TIOPOKU PA3BUTHsI KOHEUHOCTEH (MaJleHbKHE MX pa3Mephl, cpallie-
HUE JIy4eBON U JIOKTEBOH KOCTEH), BPOXKJICHHBIC TMOPOKH Cepjra, HeOOBIYHBIN
BHCIITHUM BUI.

[IpakTHyeCcKn BCE KEHINUHBI C JOIMOJHUTEIBHOW X-XPOMOCOMOM MOTYT
UMETh JICTEH, XOTSI BEPOSTHOCTh CIOHTAaHHBIX a00OPTOB U XPOMOCOMHBIX aHOMAJTHI
Yy IOTOMCTBA Y HUX IOBBIIICHA. JKEHIINHBI C TETPACOMHUEN U IEHTACOMUEN UMEIOT
PHUCK POJIUTH JIEBOUKY C TPUCOMMEN MM MajbuuKa ¢ cuHapomom KnaitHdentepa,
MIOTOMY YTO TPUILJIOUJIHBIE OOTOHUHU 00Pa3yIOT MOHOCOMHBIE U TUCOMHBIE KIIETKH.

Tepanus mpu CHHAPOME MOJTUCOMHUHU MO X-XPOMOCOME CUMITOMATHYECKASL.

BOJE3Hb HIEPEIIEBCKOTO—TEPHEPA

bonesns lllepemeBckoro—TepHepa, nim MOHOCOMUS 110 X-XpOMOCOME (€A1H-
CTBEHHAsi MOHOCOMHUSI Y KHUBOPOKJICHHBIX ), HAOIIOAA€TCA TOJIBLKO y sKeHIHH. [lep-
BBIM OIHUCAJ 3TO 3a00JIeBaHUE COBETCKUM dH0KpuHOJIOr U TepaneBT H. A. Illepe-
meBckui B 1925 1., 3arem B 1938 r. — amepukanckuii s3ag0KpuHON0r X. TepHep.
B 1959 r. K. ®opxa yctaHOBUI, YTO Y 3TUX OOJIBHBIX TOJBKO OJIHA X-XpOMOCOMa U
KapHOTHUIN UX onuchiBaeTcs hopmynoii 45, XO0.

He menee 90 % 3auarwmii ¢ kapuotunom 45, X0 abopTHpYIOTCS CIIOHTAHHO.
Yacrota cuHIpoMa cpeay HOBOPOXKAECHHBIX AeBouek coctaisgeT 1 : 5000. [Tpu
pocte B3pochbix keHuH 130—145 cm sTa yactora Bo3pactaet j0 1 : 14,

B HacTosimee Bpems, HoMUMO MOHOCOMUH, onrcaHHou K. @opaom, Beiae-
JISTFOT TIJIBIN PSiI APYTUX BAPUAHTOB: «Kilaccuueckuin» Bapuant 45, X0 cocrapisier
95 % Bcex cily4aeB, OCTAIBHOE — MO3aU4HbIE BAPUAHTHI, JICJICHIMH KOPOTKOTO U
amuHHOTO mieda X-xpomocomsr (46, X0, Xp—; 46, X0, Xq—), uzoxpomocomsl (46,
X0, i(Xq); 46, X0, i(Xp)), koabueBbie xpomocomsl (46, X0, R(X)).

HoBopoxneHnnbix neBouek ¢ cuHapomoM lllepemeBckoro—Tepuepa vacto
UACHTUPUIMPYIOT TIPU COYETAHUM OTYETIUBBIX (PEHOTUITUMYECKUX MPU3HAKOB (Ha-
0JII0/1a10TCS Y TTOJIOBUHBI HOBOPOXKIACHHBIX C TUM CUHIPOMOM):

— Macca tena He ooisee 2500 r;
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— KPBUIOBUJHBIE CKJIAJKU KOXKH Ha I11e€ C3aJ1 — NTepUruym (JuM@ooTex,
BO3ZHUKIINI BHYTPUYTPOOHO, BBI3BIBAET KUCTO3HYIO TUTPOMY I1J10/1a (OOHApYKHU-
Baercsa Ha Y3U), koTopasi u 00BACHSET BUIUMBIE [TOCIIE POJIOB IICHHBIEC CKIAIKH);

— nmuM$aTUYECKUNA OTEK ThIIILHON CTOPOHBI KUCTEW U CTOII (€r0 MPOUCXO0K-
JIeHUE OOBSCHAETCS CePACYHO-COCYIMCTON HETOCTATOYHOCTHIO);

— BPOXJICHHBIN MOPOK cepala (KoapKTalus a0pThl, TUIIOIA3Us JEBBIX OT-
JIEJIOB cep/Ia 1/ uin AePeKT MEKIKETYT0UKOBOU MEPETOPOIKH).

[TpumepHO y ueTBepTH OOJIBHBIX IUATHOCTUPYIOTCS MOPOKHU PA3BUTHS MTOYECK.

Jlo 9-10 ner GonpHBIC AEBOYKU Pa3BUBAIOTCS 0€3 OCOOCHHOCTEH. 3aTeM y
HUX OTMEUaETCsl OTcTaBaHue B pocte (98 %) u jierkas CTeneHb 3aAep>KKU MCUXuye-
ckoro pasButus (16 %). ManbiMu nmpu3HakamMu AU33MOpHOTEHE3a MPU 3TOM 3a00-
JIEBAaHUU SIBJISIIOTCS SMIMKAHTYC, peXe NMTo3 (OIMyIllIeHne BEpXHET0 BeKa), KOCOorias3ue,
MOMYTHEHHE XPYCTAIMKa W/WIIM POTOBHUIIBI I71a3, KOPOTKAs IlIes, TUIOTLIa3usl WK
TUIIOTPO(HSI HOTTEBBIX MJIACTUHOK.

Benymum cumnromom Oosie3nu HlepemeBckoro—TepHepa siBisieTcst moJ10-
BOM MH(aHTUIIN3M, CBSI3aHHBIN C JUCTeHe3rel ToHal, YTO B ITOJIHOM MEpe pacKphl-
BAEeTCs B yOEpTATHOM IEPUOJIE U CTapIIe. | eHuTaInu UMEIOT )KEHCKOE CTPOEHUE
CO 3HAYUTEJbHOU CTETIEHBIO HEAOPA3BUTHUS. Y OOJIbHBIX HE IPOUCXOAUT HOPMAJIb-
HOTO 00pa30BaHUs MPUMOPANATBHBIX QouKy. ['epMuHambHbIC U POJUTUKYIISIP-
HBIE KJIETKH JETEHEPUPYIOT U TIOYTH HE BhIPA0ATHIBAIOT 3CTpOoreHsl. CreacTBHEM
ATOTO SIBJSIFOTCS Oecruionne, MepBUYHAsS aMEHOPEsI, HEIOPa3BUTOCTh MOJIOYHBIX
’Kele3, CKyZHOE OBOJIOCEHHE Ha JIOOKE U B MOJAMBIIICYHBIX BIAJAUHAX.

Y 60mpHBIX HAOIIOJAETCSI TOPMOHO3aBUCUMOE CHIDKEHHE pocTa. B Bo3pacte
16-23 net ux poct paBeH B cpeareM 135 cm (y 310poBbIX cBepcTHHUI — 158 cm).

VY B3pOCBIX OTMEUalOT HAapYIIEHUs CKEJIEeTa, YepPErmHO-JIMULEBbIE TUCMOP-
(um, BaJbI'yCHYIO J€BUALIMIO KOJIEHHBIX U JIOKTEBBIX CYyCTaBOB, YKOPOUCHHE Me-
TaKaphaJdbHBIX W MeTaTap3aJdbHbIX KOCTEH, 0CTEONopo3, O0YKOOOpa3HYIO TPy/I-
HYIO KJIETKY, HU3KHI POCT BOJIOC Ha IIee, aHTUMOHTOJIOUAHBIN pa3pes i1as3, MTo3,
AMUKAHTYC, PETPOreHuto. B mporecce B3pociaeHHsI BO3MOXKHBI Pa3InyHbIE BapH-
aHTBI JJUYHOCTHOU nedopmaliui, 00yCIOBICHHOW BTOPUYHON HEBPOTU3ALMEH Ha
noyBe (PEMUHHOTO KOCMETUYECKOTO HECOOTBETCTBUSL.

Teuenune 3ab0eBaHMsl B 3HAYUTEIHLHOW CTETICHH 3aBUCUT OT TOTO, Kakas
UMEHHO X-XpoMocoma yTpaueHa — martepuHckas (80-85 %) wnm oTiHOBCKas
(15-20 %). I[Ipu moTepe MaTEPUHCKOM X-XPOMOCOMBI MOXKET MPOUCXOIUTH Tpe-
KpallleHue Pa3BUTHUS 3apOJIbIIIa M €r0 CIIOHTAaHHAs dJIMMUHAIKS YK€ Ha CTaJuu
smbOpuorenesa. Eciu 3Toro He mpoMCXOAUT, Y TUI0Ja Pa3BUBAIOTCS TSHKEIbIC Hapy-
HIECHUS CEPAEYHO-COCYIUCTON CUCTEMBI. B ciiydyae morepu OTHOBCKOM X-XpPOMO-
COMBI BPOKJCHHBIE TIOPOKH, KaK MMPaBUIJIO, OTCYTCTBYIOT U YMCTBEHHOE Pa3BUTHE
0OJIBHBIX JIEBOUEK OoJiee COXpaHHOE, YeM B MepBoM ciydae. OnpenereHue mpu-
HAJIEKHOCTH X-XpOMOCOMBI BaKHO IIPU MEAUKO-TEHETUYECKOM ITPOTHO3€E COCTO-
SHUA OyylIero peOeHKa U PellieHUU POAUTENIEH B OTHOIICHUN TPOJIOHTUPOBAHHUS
OepeMEeHHOCTH C IIJI0JIOM, Y KOTOPOTO MPH MPEeHaTaIbHOM KapUOTUITUPOBAHUHU BbI-
sBieHa O0oiie3nsb lllepemeBckoro—Teprepa.
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VY yacTtu JieBylIieK, KOTOPbIM KIIMHUYECKH MOCTABJICH JAMArHO3 3TOM XpOMO-
COMHOM 00JIE3HH, MOKET HaOIIOAAThCS MO3anYHbINA BapuaHT 3a00aeBaHusi. CooT-
HOIIIEHUE KJIETOK C HOPMAJIbHBIM U MATOJOTMYECKUM KAPUOTUIIOM KOPPETUPYET C
COCTOSTHUEM MAIUEHTKHU. Y HEKOTOPBIX U3 HUX HAOJII0IA€TCsl HOpMaIbHOE Pa3BUTHE
BTOPUYHBIX IOJIOBBIX NMPU3HAKOB, BKJIOYas reHUTaNuu. boriee Toro, Takue xeH-
IITUHBI CIOCOOHBI B OTJENBHBIX CIydasX OEpeMEeHETh TPATUITMOHHBIM CTIOCOO0M.

Jleuenne xeHmuH ¢ cuaapomoM lllepemeBckoro—TepHepa KOMIUIEKCHOE,
HaIpaBJICHO Ha HCHpaBjieHUE umeromuxca anomanui. /o 12—-14 ner neBoukam
MIPOBOAUTCS T€paIusi, KOPPUTUPYIOIIAs 3aJICPKKY pocTa (Tepanus TOPMOHOM PO-
cta no3BoJsieT npudaButh 6—12 cm). C 13—14 j1eT — ropMoHaNIbHOE JICUCHUE Mpe-
rapaTamu KEHCKHX ITOJIOBBIX TOPMOHOB, KOTOPBIE BBI3BIBAIOT (DOPMHUPOBAHKE BTO-
PUYHBIX MOJIOBBIX IPU3HAKOB U MEHCTPYaJIbHOTO [UKJIAa. ONIEpaTUBHO MPOBOAUTCS
JIEYEHNE BPOXKICHHBIX TOPOKOB Pa3BUTHS, C MOMOIIBIO IIACTUYECKON XUPYprUun
KOPPUTHPYIOTCSI KOCMETHYECKHE HapyleHus. [IpoBoautces ncuxorepanus.

[TporHo3: coBpeMeHHasi FOPMOHAIIbHAS TEPAMHS U SKCTPAKOPIOPAIBHOE OILIO-
JOTBOPEHHE C UCIIOJIb30BAHUEM JIOHOPCKOM SANUIIEKIIETKU Ial0T BO3MOKHOCTB POKIE-
HUS 3I0pOBOTO peOEHKA YKEHIIMHAM, UMEIOIIIUM MOHOCOMUIO TIO X-XPOMOCOME.

CUHJIPOMBI YACTUYHBIX AHEYILIOUIUA

CHHJIpOMBI YACTUYHBIX aHEYTUTOMANN — 3TO reTeporeHHas rpymma 3adose-
BaHMI, 00YCIOBIEHHAs! XpPOMOCOMHBIMU MYyTaIlUSIMU B BUJI€ U30bITKA (YacTUYHAS
TPUCOMHUS) TUOO HEAOCTAaTKa (YaCTUYHAS MOHOCOMHUSI) TEHETUUECKOTO MaTepuasa
WM OJTHOBPEMEHHO M TEM M APYruM 3(PPEKTOM pa3HbIX U3MEHEHHBIX YYaCTKOB
XpPOMOCOMHOI'0 Habopa.

YacTruHble aHEYTUIOMIUU BO3ZHUKAIOT TJIABHBIM 00pa3oM B pe3yjbTaTe He-
TOYHOI'O KPOCCHHIOBEPA B XPOMOCOMax C WMHBEPCHUAMM WJIM TPAHCIOKALHSIMH.
JIuiib B HEOOIBILIOM YHKCIIE CIyYaeB BO3MOKHO MIEPBUYHOE BOZHUKHOBEHUE Jielie-
IIUI B TaMETE WK B KJIETKE HA PAHHUX CTaUSIX APOOJICHHUS.

Ha nannsiiit MoMeHT 0OHapy»)eHo okosio 1000 pa3HbIX BApHAHTOB XPOMOCOM-
HBIX MyTallui, YHACJIE€JOBAHHBIX OT POJAUTECH WM BOSHUKILIUX B paHHEM 3MOpHO-
rereze. OHAKO KIMHUYECKUMH (DOpMaMU XPOMOCOMHBIX CHHIPOMOB CUHUTAIOT
TOJILKO Te€ TiepecTpoiiku (0kosio 100), Mo KOTOPHIM OMKMCAHO HECKOJIBKO MPOOaHI0B
C COBIAJICHUEM XapakTepa LUUTOT€HETHYECKUX W3MEHEHUH M KIMHMYECKOH Kap-
TUHBL. OOLIME 3aKOHOMEPHOCTH KOPPETSAIUI KIIMHUYECKOW KapTUHBI U XapakTepa
XPOMOCOMHBIX MyTalluil BBISIBUTH TPYAHO, IOTOMY YTO MHOTHE (DOPMBI YACTUYHBIX
aHEYIUIOUIUHN YTUMUHUPYIOTCS B SMOPHUOHATILHOM MEPHO/IE.

BonapmnHCTBO (hOpPM YACTHUHBIX TPUCOMUN MU MOHOCOMHUHN HE MOBTOPSIOT
KJIMHUYECKYIO KapTUHY MOJHBIX aHeyruionauid. OHM SIBISIOTCS CaMOCTOSITEIb-
HBIMH HO30JIOTHYECKUMU (opMaMu. JInib y HEOOIBIIOTO YKCia MalueHTOB KIIH-
HUYECKU (DEHOTHUN MPU YACTUIHBIX AHEYIUIOUJIUAX COBIIAJIA€T C TAKOBBIM TIPH
noHbIX popmax (cunapom lllepemesckoro—Tepuepa, cunapom Jlayna). B atux
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CIIy4asx peub UAET O YaCTUYHON aHEYTUIOUIUU TI0 TaK HAa3bIBAEMbIM KPUTHUYECKUM
JUISl Pa3BUTHS CHUHIpOMA pailoHaM XpOMOCOM.

DeHOTUTTNYECKHUE MPOSBICHUS JTIOOBIX ayTOCOMHBIX JICJICIIMOHHBIX CUHJIPO-
MOB COCTOSIT W3 JIBYX I'PYIIIT aHOMAaJIHI:

— Hecnenu@UUEeCKUX HaxX0JI0K, OOIIUX JJISI MHOTHX Pa3IMUHBIX (HOpM dYa-
CTUYHBIX ayTOCOMHBIX aHEYIIOMANN (3aJepKKa MPEHATAIbHOTO PAa3BUTHUSI, MUK-
poredans, TAIEPTEIOPU3M, SIMUKAHTYC, IBHO HU3KO PACIIOJIO0KEHHBIE YIITH, MUK-
pOTHATHSl, KIMHOJAKTHIINS U T. [11.);

— KOMOWHAIMU HaXOJ0K, TATUYHBIX JIJIsi JAHHOTO CUHAPOMA.

Haubonee BeposiTHOe OOBSICHEHHE MPUYMH HECHEU(PUUECKHUX HaXOJ0K
(OONBIIMHCTBO U3 KOTOPBHIX HE UMEIOT KJIMHUYECKOTO 3HAUYECHUS) — 3TO HECIEIH-
buueckue 3pheKkThl ayTOCOMHOTO rcOaaHca Kak TAKOBOTO, @ HE PE3yJIbTaThI Jie-
JeUUHA W TyTUTMKAIAHN crien(puIecKux JOKYCOB.

XPpOMOCOMHBIM CHHJpOMaM, OOYCJIOBJICHHBIM YaCTUYHBIMU aHEYIJIOHIH-
SIMH, TIPUCYIIH OOIIHE CBOMCTBA BCEX XPOMOCOMHBIX 0O0JIE3HEH: BPOXK/ICHHBIC Ha-
pyueHuss Mopdoreresa (BpokJACHHBIC IIOPOKU PA3BUTHSA, TUCMOPGUN), HAPYIIIE-
HUE TTOCTHATAJILHOTO OHTOT€HE3a, TSHYKECTh KITMHUYECKOM KapTHUHBI, COKpaIllCHHAS
MPOJAOJDKUTEILHOCTD )KU3HHU.

CHHJIPOM KOIIIAYBEI'O KPUKA

JlaHHBIHA CHHIPOM O0YCIIOBIEH TEPMUHANLHON aenenueii (ot Y3 mo ;) ko-
POTKOTO IJIeUa OJHOM U3 5-if mapsl xpoMocoMm (5p—).

3aboneBanue onvcano B 1963 r. JIx. Jlesxenom. COOTHOIIIEHHE MY>KYUH U
xenmuH — 1 : 1,3. Kapuotum 46, XX, 5p— unu 46, XY, Sp—. Uacrora 3aboseBa-
Hust — 1 : 45 000. Ha HacTosuii MOMEHT ONTUCAaHO HECKOJIBKO COTEH OOJIbHBIX.

XapakTepHbIMU TPU3HAKAMU 3a00JIEBaHUS SIBIIAIOTCS UYEPEMHO-JUIEBHIE
aHOMaJIMK: MUKpoledanus, JyHooOpa3Has ¢gopma nuua, AehOpMHUpPOBAHHBIE U
HU3KO PACIIOJIOKEHHBIE YIIIHbIE PAKOBUHBI, TUIIEPTEIOPU3M, AHTUMOHTOJIOUAHBIN
paspes 1Jia3, SIUKAHTYC, MUKPOTHATHs1, BRICOKOE HEOO, IIT0CKas cnuHKa Hoca. Of-
HUM W3 JMArHOCTUYECKUX MPU3HAKOB SIBJIAETCS HEOOBIUHBIN IUIa4, HATOMUHAIO-
M TpeOOBATENbHBIN KOIIAYMN KPUK WM MSIYKaHbE, KOTOPbIA BO3HUKAET U3-32
CY>KEHUS TOPTaHU, MATKOCTHU XPSIIEH, MEHBIIUX pa3MEepOB HAITOPTAHHUKA, CKITA-
YaTOCTU CIAU3UCTON 0007I0YKU. MBIIIIEUHBI TOHYC CHUXEH, MOKET HaOII01aThCs
JMacTa3 MPSIMBIX MBIIII KUBOTA. XapaKTepPHbI BPOXKICHHBIE MOPOKHU CeEpAla U
JIPYTUX BHYTPEHHUX OPTaHOB, KOCOTJa3ue, aTpodusi 3pUTEIbHBIX HEPBOB, U3ME-
HEHHE CETYATKU, CUHJIAKTUIIUS CTOI, KOCOJIANOCTh.

ITo mepe pocTa pebeHka cieruduIecKUi KpUK | MBITIICYHAS TUTIOTOHMS HC-
4ye3alT. B manpHelemM pa3BuBaeTCs TIIyOOKasi yMCTBEHHAs OTCTAJIOCTh, UMOe-
UWJIBHOCTD WJIA UJTUOTHUA.
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BuTansHbIi MPOrH03 OTHOCUTENIBHO OJIATONPUSATHBINA U 3aBUCHUT OT TSKECTH
MOPOKOB BHYTPEHHUX OPTaHOB M KaueCTBa OKa3bIBAEMOW MEIUIIMHCKOM MOMOIIIH.
BonbIIMHCTBO OOIBHBIX YMUPAIOT B TIEPBBIC IOl )KU3HU OT THEBMOHUU WJIU CEP-
JIEYHO-COCYMCTON HEIOCTAaTOUYHOCTH, 0KOoJIOo 10 % nmocturator 10-jeTHero Bo3-
pacrta. OnucaHbl €IMHUYHBIC CITyYan, Korja 00JIbHbIC JOCTUTaIu S0-JIeTHEro Bo3-
pacra.

CUHAPOMBI, OBYCJIOBJIEHHBIE MUKPOCTPYKTYPHBIMHA
ABEPPAIIMAMHU XPOMOCOM

Wmeetcs rpyrmma CUHAPOMOB, 00YCIOBIEHHBIX HE3HAYUTEIbHBIMU, Pa3MEPOM
710 5 MJIH N1ap OCHOBAHUU, AETEHHUSIMHA (MUKPOJECICHUOHHBIA CUHAPOM) WM JTyTUTU-
KauusiMU (MUKPOAYIUTMKALIMOHHBIN CUHAPOM) CTPOT'O ONPEIEICHHBIX Y4aCTKOB XPO-
MOCOM.

Yactora BcTpeuaemocT HeBbicokass — o1 1 1 50 000 o 1 : 100 000 HOBO-
PO JICHHBIX.

MHorue 13 3TUX CUHAPOMOB MEPBOHAYAIBHO OBUIM ONMUCAHBI KaK JOMHU-
HaHTHbIE 3a00JIeBaHUs (TOYEUHBIE MYTallMH), OJJHAKO C MIOMOIIBIO COBPEMEHHBIX
BBICOKOPA3pEIIAIOUINX [IUTOT€HETUYECKUX METO10B Oblila YCTaHOBJIEHA UCTUHHAS
ATHOJIOTHUS JaHHbBIX 3a00s1eBaHuil. [IpumMep pacmppoBKr MEXaHU3MOB Pa3BUTHUS
JAHHBIX CUHAPOMOB OTPAXaeT B3aUMHOE TPOHUKHOBEHUE LIUTOTEHETUYECKUX ME-
TOJIOB B TEHETUYECKUI aHAIU3 U MOJIEKYJISIPHO-TEHETUYECKUX METOJOB B KIMHU-
YECKYI0 IUTOTEHETUKY. DTO IOMOTaeT YCTAHABIIMBATh MPUPOY PaHEE HEMOHSITHBIX
HACJIEJICTBEHHBIX OO0JIe3HEH, a TaKkKe BBIACHATH (DYHKIIMOHAJIbHBIE 3aBUCUMOCTH
MEXy TeHaMHU.

bone3nu, KoTopble BOSHUKAIOT BCIAEACTBUE MUKPOAEIEHUN YHaCTKa XPOMO-
COMBI, COJIEpKAIIET0 HECKOJIBKO T€HHBIX JIOKYCOB, MPEVIOKEHO HA3bIBATh CMEiC-
HblMU 2eHHbIMU cuHOpomamy. OHU 3aHUMAIOT IPOMEKYTOUYHOE TIOJIOKEHUE MEXKTY
MEHACTUPYIOUIMMI MOHOT€HHBIMU 3a00JIEBAHUSMH M XPOMOCOMHBIMHU 00JI€3-
HsMu. I1st popMupoBaHus KIMHUYECKOW KapTUHBI JAHHOU TPYIIbBI 3a00JI€BaHUI
OPUHIMIINAIBHO BAXKHO OTCYTCTBHE IIPOIYKTa HECKOJBKHX I'€HOB, 3aTparuBae-
MBIX MHUKpoJenenuel. TUMTMYHBIM IPUMEPOM TaKOTO 3a00J1€BaHMsI SIBJISIETCS CHH-
apom Ilpaagepa—Buiin, BO3ZHUKAIOMIMI BCIEACTBHE MUKPOAEIELUHUH Pa3MEPOM
4 miH nap ocHoBaHu# B peruoHe (11-q13 Ha xpomocome 15 OTIHOBCKOTO MpoucC-
xoxaenus (del (15) (q11—ql13) oru.). TunuuHbie NPOSBIECHUS TAHHOTO CUHpOMa —
O’KUPEHUE TYJIOBHILA U TPOKCUMAJIbHBIX OT/IEIOB KOHEYHOCTEH, AucMophun Jin-
[IEBOI'0 Yepena, TMIOTOHMS, TUIIOTOHA/IU3M, YMCTBEHHAs! OTCTal0CTh, MAJICHbKUE
KHUCTU U CTOTIBI.

Ecnu takas e nenenus BO3HHUKAET HA XPOMOCOME MAaTEPUHCKOIO MPOUC-
XOXKIeHHs, Bo3HHKaeT cuHapoM Aunreanbmana (del (15) (qll—ql3) mat.). Ero
MPOSIBJICHUS] — HEOOBIUHOE JIUIO, ATAKCHsI, THIIOTOHUS, SMUJICTICHS, TAPOKCU3MBI
cMmexa, MUKpoledanusi, OTCyTCTBUE PEUH.
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Cunapom JIn/xopaxu ([Au I'eopre), unu BenokapauodanaibHbIi CHH-
apom (del (22) (q11.2)), oOycnoBien aenenue 22-ii xpomocombl. B kinaccuue-
CKOM BapHaHTe 3TOT CUHAPOM MPECTABISET COO0M TpHady, COCTOSIIYIO U3 BPOXK-
JIEHHOTO TIOPOKa Cep/illa, TUIOIUIA3UH (aria3uu) TUMYyca U TUIOKAIbIIMEMUHN KaK
pe3ynbTaTa TMIoIUIa3uy NapauTOBUIHBIX KEJe3.

Yacrota BcTtpeuaemoct — oT 1 1 4000 g0 1 : 6000 HOBOPOKIEHHBIX, TO-
JIOBOM MJIM STHUYECKOU MPEAPACTIONO0KEHHOCTH HE BBISIBICHO.

[IposiBieHus MOPOKa OTIIMYAKOTCS 10 MEPE B3POCIEHUS MAllMEHTOB: HA NEP-
BOM TOJly HU3HH IO TSDKECTH MPEOo0IalatoT MOPOK CepAla U THIOKaJbLIUEMUs,
a C BO3pAacTOM OOJIbIIEE 3HAYEHUE UMEET 3aJepKKa IICUXOMOTOPHOTO PAa3BUTHA,
WH()EKITMOHHBIC U ayTOUMMYHHBIE OCIIOKHCHHS.

Bposxnennslit mopok cepaia BoisiBisierca y 80 % maiueHToB ¢ JaHHBIM CUH-
npoMoM. Haubonee BeposiTHBI TEpEphIB TyTU aOpPThI, OOLIUN apTepHaTbHBIN
cTBOJ, TeTpana Pamio. OgHako U Apyrue NOPOKU HE UCKIIOYAKOT JAHHOTO CHH-
IpoMa.

V¥ 70 % nanuenTtoB ¢ cuaapoMoM {uJl>xopakxu BeIBIIsSIETCS BeaodapuHre-
aybHasi HEJJOCTAaTOYHOCTh B BUJIE pacIleryIeHUs: He0a, TyObl, pa3IBOCHUS Y3I€UKU
HeOa, THYCaBOTO T0JI0ca, CHIKEHUSI OOOHSHUS, KOHAYKTUBHON /WM CEHCOHEB-
PaJbHOM TYTOYXOCTH.

DEHOTUTTNYECKU XapaKTEePHbI yIJIMHEHHOE JIMII0, MUKPOTHATHUS, IUPOKAs
MEPEHOCHIIA, MEJIKUE 3YObl, ACUMMETPHS JHIA NP IUlade, I1a3HoN TUIepTesno-
PU3M, HU3KO PACIIOJIOKEHHBIE U Ae(POPMHUPOBAHHBIE YIITHBIE PAKOBUHBI, 3a/1€PHKKA
(U3MUECKOro pa3BUTHS, HAPYLIEHUE OCAHKHU.

NMMmyHOSIOTMYECKHE HApYLIEHUsT BCTpevaroTest B 77 % cilydaes, Ipy 3TOM
yaiie nopaxaercsi T-KJIeTouHOe 3BeHO (MPeapacioIOoKeHHOCTh K TPUOKOBBIM 3a-
00JIeBaHUSM, TTHEBMOITMCTHON WH(MEKITNU, HEKOTOPHIM OaKTepUabHBIM U BUPYC-
HBIM UHDEKIMsAM). J{os1st ayTOMMMYHHBIX 3a00J1€BaHUN Y TAKWX MAIIUEHTOB BHIIIIE,
yeM B nonyJisiiu (8,5 %).

VY 70-90 % narmuenToB ¢ cunapomoM Ju/lopku mpoucXoauT 3a7epiKKa
pPEYEBOro U IICUXOMOTOPHOTO pa3BUTHs. HacTh U3 HUX CTPaJaeT OT CYAOPOKHOIO
CUHJPOMA B PE3YJIbTaTe META0OTMUECKUX U3MEHEHHUHN.

JleyeHue HaMpaBJIEHO HA KYITUPOBAHKUE OCIOKHEHUI, BOSHUKAIOIIUX B pa3-
HbI€ BO3pacTHbIE nepuoabl. Jlo 5 neT mokazaHsl onepaTUBHOE BMEIIATEILCTBO 110
NOBOJIY MOPOKa ceplla, TOPOKOB Pa3BUTHS JIULIEBOTO CKEJIETa, YCTPAHEHHUE MPO-
0JieM ¢ TJIOTaHHEM U KOopMJieHHeM (MHOT/a Heo0XoJHMMa IMOCTaHOBKa TacTpo-
CTOMBI), KOppeKLus MeTadonnueckux Hapymenuit (Ca, Butamun D). Takue namu-
€HTBI, KaK MPABUJIO, HY>KJIaIOTCS B IOMOIIIM JIOTOTe1a, UMMYHOJIOTa. B 1IKoJIbHOM
BO3pacTe Ha TEPBBINA TUIAH BBIXOAST KOPPEKIUS MOBEACHUECKUX TPoOieM, pac-
CTPOMCTBA AyTUCTUYECKOIO CIEKTpa. B 3ToM Bo3pacte BO3pacTaeT posib PeLMIH-
BUPYIOIINX 3a00JICBaHUIN PECTUPATOPHON CHUCTEMBI. Bo B3pocioMm Bo3pacTe Icu-
XUATPUUECKHE MPOOJIEMBI SBIISIOTCS JOMUHHUPYIONUMHU (TICUXO03, MU30(ppeHus,
JeTpeccsi, OUMOJISIPHOE PACCTPOICTBO).
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JIMATHOCTUKA XPOMOCOMHBIX 3ABOJIEBAHUM

[IpeHaranbHas AMAarHOCTUKA — 3TO KOMILUIEKC JUArHOCTUYECKUX MEPONpPH-
STUH, HAMIPABIICHHBIX HA BBISICHEHUE COCTOSIHUSA TUI0JIa B JIIOObIE CPOKU OepeMeH-
HOCTH C LIETIbIO ONTUMU3AIUU TAKTUKH BEJEHUS OCPEMEHHOCTH.

C nmoMoInip0 METOJIOB IPEHATaIbHON NHArHOCTUKH, KOTOPhIE B CBOIO OYe-
peab NensTCAa Ha UHBa3UBHBIC U HEMHBA3UBHbIC, BBISIBIISIOTCS XpPOMOCOMHBIE aHO-
MaJiu¥, TCHHBIC TTePECTPONKH, IIOPOKU PA3BUTHUSI OPTAHOB, BHYTPUYTPOOHOE HH-
¢dunpoBanue, 601e3HM 00OMEHa, HapyIlIeHHe padOoThI TUIALICHTHI, OIYXOJU U ApY-
rue 00JIe3HHU.

K neunsasusnvim MeTogam OTHOCSITCS:

1. Y3U mnona: Hanbosee MpU3HAHHON B MUPOBOM METUIIMHCKON MTPAKTHKE
cunTaeTcs TpexkparHas cxema Y3U mmona (11-14; 18-22; 32-35 Henen).

2. Onpenenenne CrienuprUUIecKux CHIBOPOTOUYHBIX MApPKEPOB B KPOBU Ma-
TepU (XOPUOHUYECKOTO TOHAJOTPOINNHA, ACCOIMUPOBAHHOTO C OEPEMEHHOCTHIO,
Oenka A, TutanieHTapHOTo (haKTopa pocTa H Jp.).

3. HeunBaszuBHbil nperatanbhblii Tect (HUIIT) — 310 MccnemnoBanue re-
HETUYECKOTO Marepuaja IUIOJHOTO MPOUCXOXKICHUS, KOTOPHIA MOSIBISETCS B
KpoBHU Oyaymiei MaMbl ¢ 4—5-i Heaenu 6epemenHoctr. K 9—-10-it Henene neTckoi
(beranbuoii) JJHK craHOBUTCS OCTaTOYHO, YTOOBI OMPENEIUTH MOJ IUIOAA, a
TaK)Xe ¢ BEpOSTHOCTHIO 99,9 % paccunTaTth puCK pa3BUTUA y OyIyliero peoeHka
HanOoJIee YaCThIX XPOMOCOMHBIX aHOMAJIHIi:

- cunapoMa JlayHa (Tpucomus mo xpomocome 21);

- cuHApoMa DBapjca (Tpucomus mo xpomocome 18);

- cunapoMa [laray (Tpucomust mo xpomocome 13);

- cunapoma TepHepa (TOIBKO y IeBOYEK, MOHOCOMUS 110 XpoMocoMe X);

- cunapomMa KnaitHdenrepa (TOJBKO y MaJIbUUKOB, JBE XPOMOCOMBI X U
osHa xpoMocoma Y);

~ CHUHApPOMA TPUCOMHH MO X-XPOMOCOME (TOJBKO y JIEBOYEK);

- cunapoMa JIxeiiko0ca (TOJIBKO y MalIbUUKOB);

~ YUCJIOBBIX aHEYIUIOUIUN JPYTUX XPOMOCOM.

BapuanTter HUIIT:

— TIOJIHOTEHOMHBIN TECT — ONPEIEIISICT YUCIOBBIE AHOMAIUU BCEX XPOMOCOM,;

— TapreTHBIA TECT — OMpeaesseT ynuciaoBbie aHoManuu X-u Y-, 13, 18, 21-i
XPOMOCOM.

JlaHHBIE TECTHI BHITIOTHSAIOTCS TOJIBKO TP OJHOILIOMHON OEPEMEHHOCTH.

HccnenoBanre mMpoBOAUTCS KaK MpU OCPEMEHHOCTH, HACTYIMBIICH ecTe-
CTBEHHBIM ITyTEM, TaK M MPU OEPEMEHHOCTH TOCJE IKCTPAKOPIOPATHHOTO OILIO-
JIOTBOPEHUS C COOCTBEHHOM WJIM IOHOPCKOM STHIIEKIIETKOM, a TAKXKE B CITydae Cyp-
pOTraTHOrO MaTEpPUHCTBA.

K unsasusnviv MmeTogamM AMarHOCTUKUA COCTOSIHUSI TUI0JIa OTHOCSITCS

1. Buornicust BOpcUH XOpHUOHa — 3a00p KJIETOK XopuoHa. [IpoBoauTtcs Ha
cpoke 6epemennoctu 10—14 nenens.

20



2. AMHUOIIEHTE3 — MPOKOJI IIOTHOTO ITy3bIPs C LEJIBIO B3SITHS OKOJIOIIO/N-
HOM HMJIKOCTU M HaXOJAIIMXCs B HEll kieTok 1ioaa. [lpoBoautcs Ha cpoke Oepe-
MeHHOCTHU 16-22 Henenu.

3. Kopnonenres — 3abop kpoBu M3 NynoBHHBI mioja. [IpoBogutcs Ha
cpoke 6epemeHHocTu 18-22 Henenu.

4. TlnaneHTonieHTe3 — 3a00p TKaHeH miarneHTsl. [IpoBoauTcs Ha cpoke Oe-
pemenHoctu 18-22 nenenu.

OCHOBHOI 3aJja4ueil ITUX WHBA3WBHBIX METOJIOB SIBJISIETCS 3a00p KIIETOK H
OMOJIOTHYECKUX KUAKOCTEH TI0/1a C LIETIBIO MPOBEACHUS JATbHEHIIIETO IUTOTCHE-
TUYECKOT0, OMOXMMHYECKOTO MJIH MOJIEKYJISIPHO-TEHETUYECKOTO UCCIIEIOBAHMUS.

Haubonbiee 3HaueHre B TUarHOCTUKE XPOMOCOMHBIX 3a00JI€BaHUI UMEIOT
METO/Ibl KAPUOTUIIMPOBAHUS U OIIPEIEIICHUS [T0JIOBOIO XPOMATHHA.

Kapuomunuposanue — TUTOTEHETUUECKOE HCCIIEIOBAHUE, MTO3BOJIIOIIEE
OIPENEINTh YUCICHHBIE U CTPYKTYpPHBIE OTKJIOHEHHUSI XpPOMOCOMHOT0 Habopa. Ma-
TEpHAJ LISl UCCIIEOBAHNSI — BEHO3HAs KpOBb. KaproTunupoBaHue ¢ UCIOIb30Ba-
HHEM METOJ0B IH(p(HepeHINATBHOTO OKpaIIMBaHKsI IOB30JISIET BBISIBUTH YMCIICHHBIE
U CTPYKTYPHBIE U3MEHEHHUS B XpoMocoMax. KapruoTunmpoBaHue ¢ HCIOJIb30BAHUEM
METOA0B (IIF0OPECHEHTHON TMOPUIN3AIIH UCTIONB3YIOT JUIsl OTIpeieIeHNs] HE0O0Ib-
IMX JeJIEUUH WK AYTUTMKAUH Ha XpOMOCOME.

[1o0BOM XpOMaTHH — 3TO ClIMpaJIM30BaHHAasA X-xpoMmocoma. OnHa u3 X-xpo-
MOCOM Y >KEHIIIMH MHAKTUBHUpYeTcs Ha 16—19-e cyTku SMOpHOHANBEHOTO Pa3BUTHS, &
BTOpasi octaercs akTuBHOW. Crimpalin3oBaHHas X-XpOMOCOMa OOHAPYKUBAETCS B
A/Ipax COMaTHYECKUX KJIETOK B BUE TEMHOM, XOPOIIO OKPAIIMBAIOIIEHCS TJIBIOKH.
B HOpME y skeHIIMH 00HApy>KUBAIOT MOJIOBOM XpoMaTHH B Ooiee yem 20 % KIeToK,
a y My)XUMH OH B HOpME OTCYTCTBYET. MeTo onpedenenus noioeo2o xpomamuna
UCTIOJB3YIOT JUIs TUarHOCTUKHA XPOMOCOMHBIX 00JIE3HEH, CBSI3aHHBIX C U3MEHEHUEM
yuciaa X-xpoMmocoM. CyIIecTBYeT TaKkKe METOAMKa OmpesesieHus Y-XpoMaTHHa,
KOTOpasi UCIIOJIb3YETCs JUIsl JUArHOCTHKU CHHApPOMA IMOJIMCOMUM. Matepuan s
UCCJICIOBAHUS — OYKKAJIbHBIN STTUTEINMN.

CAMOKOHTPOJIb YCBOEHUA TEMbI

1. IlepeuncanTe BUABI XPOMOCOMHBIX MY TAIUIA:
a) eJelus,
0) uHBepcus;
B) TPAHCKPUIILIUS;
r) ayrodarus.
2. YKaxXuTe KapHOTHUIl MAJIbYMKA ¢ CHHAPoMoM /layHa (moJiHasi TpucoMuA):
a) 47, XY (+21);
0)47, XX (+21);
B) 47, XY (+13);
r) 47, XY (+18).
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3. YKakuTe KapuoTHIl 1eBO4YKHU ¢ cuHapoMoM Ilaray (mosnasi Tpucomusi):
a) 47, XY (+21);
0)47, XX (+13);
B) 47, XY (+13);
r) 47, XY (+18).
4. Ykaxure KAPHOTHII IeBOYKH € CHHAPOMOM JBap/aca (MoJHasi TPUCOMMSA):
a) 47, XY (+21);
0)47, XX (+13);
B) 47, XX (+18);
r) 47, XY (+18).
5. Ykaxurte kapuotun pedenka ¢ cuaapomom Knaiingenrepa:
a) 47, XXY;
0) 48, XXXY;
B) 47, XX (+18);
r) 47, XY (+18).
6. Ykaxute kapuotun pederka ¢ cunapomom lllepemenckoro—Tepnepa:
a) 47, XXY,
0) 48, XXXY;
B) 45, XO0;
r) 47, XY (+18).
/. YKa:xXuTe KapHOTHII pe0eHKa ¢ CHHAPOMOM KOIIA4Ybero KpuKa:
a) 47, XXY;
0) 48, XXXY;
B) 45, XO0;
r) 46, XX, 5p—.
8. K HeMHBa3UBHBIM MeT0aM NPEHATAJIbHON JMATHOCTUKH OTHOCSTCS
a) Y3U mnona;
0) onpeziesieHne YPOBHS XOPUOHUUECKOT0 TOHAA0TPOIIMHA YEI0BEKa;
B) OHOTICHSI BOPCHH XOPUOHA,;
r) HUAIIT.
9. K nHBa3MBHBIM MeTOIaM NPEHATAIbHON INATHOCTUKH OTHOCATCS:
a) Y3U miona;
0) MIalleHTOIICHTE3;
B) OMOIICUSI BOPCHUH XOPHUOHA;
I') aMHHUOILICHTE3.
10. HUIIT no3BoJisieT BHISIBUTH CJeAYIOLIMe NATOJOTHN:
a) cunapom JlayHa;
0) cunnpowm Ilaray;
B) curapom Knaitndentepa;
I') MyKOBUCLIUO03.

OrBerbl: 1 —a,06;2—a;3—06;4—8B;5—4a,0,6—B;7—r1;8—
a,0,1;9—06,8,1; 10—a, 0, B.
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