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[losicHuTeTbHAdA 3amTUCKa

JlanHast MeToMyecKkas pa3paboTKa COCTaBJIEHAa B COOTBETCTBUU C TPeOOBaHUAMMU
®I'OC CIIO no cnenuansHoctr 31.02.01 JlewebHoe aeno, yTBEpkKACHHBIM
npukazoM MunucrepcTBa o0pazoBanus U Hayku PO ot 12.05.2014 Ne502.

VYyeOnast nucuurinHa «I eHeTuKa 4eJoBeKa ¢ OCHOBAaMU MEAMIIMHCKON IT'€HETUKI
ABJIAETCS] OJJHOM U3 CIOXKHBIX. MeTtoanyeckas pazpaboTka «XpOMOCOMHBIE OOJIE3HM»

COCTaBJIEHA JUIS JIYUIIErO0 YCBOEHHs TeMbl. OHa IO3BOJIUT
c(hOpMHpPOBaTH OCMBICIEHHOE OBJAJCHUE 3HAHUSMU 3aKOHOMEPHOCTEM
HACJIEJOBAaHUs U HACJIEACTBEHHOCTH, U3MEHYMBOCTH, B3aNMOCBSI3H MPOLIECCOB HA
MOJIEKYJISIPHOM, KJIIETOYHOM U OPraHU3MEHHOM YPOBHSIX, CIIOCOOHOCTb K
TBOPYECKOMY MBIIUICHUIO, TIOMOXET OBIaAETh NPUEMAMH MPAKTUYECKOTO
NpUMEHEHHS TEOPUU TEeHETHKHU B Oyylie paboTe, cCaMOCTOSITEIbHOCTh B IPUHATUU
PELIEHUM.

Lenu:
OO6yuaroras:

CdopmupoBath 3HaHUSI O TEHETUYECKUX OCHOBAX ATHOJIOTUH, TMATOTeHe3e,
npo(UIAKTUKE U JICUEHUU HACJIEJACTBEHHBIX 3a00JIeBaHUI YeIoBeKa.
BocnurarensHas:

Bnagenue reHeTMYECKMMHU METOJAAMH  MOXET I[OMOYb B OYAYIIEM IMPHU CO3AaHUU
CEMBH, KOTJla B pOJOCIIOBHOW Y OHOTO U3 POAUTENEH, HATPUMEDP, MOJ03PEBACTCSA
HacJIeZICTBEHHOE 3a00JIeBaHHE U CBOEBPEMEHHO OOPATUTHCS CHEIMATNCTaM MEIUKO-
FEHETUYECKOr0 KOHCYJIbTUPOBAHUSA
PazBuBaromniag:

CriocoOCTBOBATh YMEHHIO IPUMEHSATh TEOPETUUECKUE 3HAHUS B PA3INUHBIX
KU3HEHHBIX CHUTYalMsX.

CTyneHT J0JKEH YMETh:

- IPOBOAUTH ONIPOC U BECTU YUET MAIUEHTOB C HACIIEICTBEHHOM NATOJIOTUEH;

- IPOBOJIUTH OECEBI MO MIIAHUPOBAHUIO CEMBU C YUETOM MUMEIOIIEHCS
HACJIEJCTBEHHOW MAaTOJOTHH;

- MPOBOAUTH MPEABAPUTEIbHYIO TUArHOCTUKY HACJIEACTBEHHBIX OOJIE3HEN.

CTyneHT J0JKEeH 3HaTh:

- OCHOBHBIC BHJIbI I3BMEHUYNBOCTH, BHJIBI MyTAIlMi Y YellOBeKa, (aKTOPhl MyTareHes3a;
- OCHOBHBIE TPYIITIBI HACIIEICTBEHHBIX 3a00JI€BaHN, TMPUUUHBI U MEXaHU3MBI
BO3HUKHOBEHUS;

VY ctyneHTa qoJKHBI CPOPMUPOBATHCS OOITUMH KOMITETECHIIHU:

OK 3. [lpunumaTh pelieHus B CTaHAAPTHBIX U HECTAHJAPTHBIX CUTyaLHsIX WU
HECTH 332 HUX OTBETCTBEHHOCTb.

OK 4. OcymecTBISTh MOWCK U UCIOJb30BaHHE WHPOPMAITUH, HEOOXOIUMOU JIJIs
() (GEeKTUBHOTO BBIMOJHEHUSI MPO(ECCHOHATBHBIX 3a7a4, MPOPEeCCUOHATBLHOTO M
JWUYHOCTHOT'O PA3BUTHA.

OK 5. Hcnonw3oBath HHGOPMAIMOHHO-KOMMYHUKALIMOHHBIE TEXHOJOTHU B
npodeccuoHanIbHON AEATEIbHOCTH.

OK 8. CamocToaTeapHO onpeaeaaTh 3ajauyud NpohecCUOHATBHOTO U JTUYHOCTHOTO
pa3BUTHUs, 3aHUMAThCS  caMo00Opa3oBaHHWEM, OCO3HAHHO  IUIAHUPOBAaTh U
OCYIIECTBISATH MOBBINIEHUE KBATU(PUKAIUY.

OK 12. Opranu3zoBsiBaTh pabodyee MECTO C COONIOJIECHUEM TPEOOBAHUM OXpaHbI



Tpyla, NPOU3BOJCTBEHHON CaHUTApUH, HHOEKIHMOHHON M MIPOTHUBONONKAPHOU
0€30MacHOCTH.

VY cryneHTa A0JKHBI CPOPMHUPOBATHCS MNPOQPECCHOHANbHBIE KOMIIETEHLHUH,
COOTBETCTBYIOLIMMH BUJIAM J€ATEIbHOCTH:

IIK 2.2. OnpenensaTe TAKTUKY BEICHUS NALUEHTA.

[IK 2.3. BeinonHsATh JieueOHble BMEIIATENbCTBA.

[IK 2.4. IIpoBoAUTE KOHTPOJb 3P(HEKTUBHOCTHU JICUCHUS.

IIK 3.1. IIpoBOANTH NMATHOCTUKY HEOTIOKHBIX COCTOSIHUM.

IIK 5.3. OcymecTBasiTh NAJNIMATUBHYIO TOMOIIb.

MexanCIUIUIMHAPHBIE CBSI3U:
OI1.01.OCHOBBI JIATHHCKOTO SI3bIKA C MEUIIMHCKON TEPMHUHOJIOTHEN (JITaTUHCKAS U
rpeyeckasl aHaTOMUYECKasi TEPMUHOJIOTHS ).
OI1.07. ®apmaxonorusi. Tema: [IpenapaTel TOPMOHOB U UX CUHTETUYECKHUE aHAJIOTH.
IIM.01 MJIK 01.01 310poBbIii 4esIOBEK U €ro OKpyKeHue (310poBhe AeTei).
Tema: AnaTomo-(hU3M0IOTHYECKHE OCOOEHHOCTH JETCKOTO OpraHu3mMa.3
IIM. 02. MJIK 02.01 CecTtprHCKas MOMOILB NPY HAPYIIEHUSAX 310POBBS
(Cectpunckoe aeno B tepanun). Paznen: CecTpuHCKasi TOMOIIb MPU 3a00JIeBaHUSIX
SHAOKPUHHON CHUCTEMBI.
I[IM. 02. MJIK 02.01 CectpuHckas MOMOUIb ITPU HAPYLICHUSX 300POBbs
(Cectpunckas nmomotb B neguarpun). Tema: CecTpuHCKask MOMOIIb MTPH
3a00JIeBaHUSAX SHJIOKPUHHOM CHUCTEMBI y IeTel
BrayTpuaucuuniHapHble CBS3U:
broxuMuueckre U HUTOJIOTUYECKUE OCHOBBI HACIEACTBEHHOCTH
3aKOHOMEPHOCTH HACJIEAOBaHUs MPU3HAKOB
XpoMOCOMHasi TEOPHS HACIEACTBEHHOCTH
N3MeHunBOCTH
HacnenctBeHHOCTh M ATOJIOTUS
[IpogoixkuTenbHOCTH 3aHATHUSA: 90 MUH
Mecro nipoBeaenus: ayn 209
Mertosl 0OydeHHS:
- 00BSICHUTENIbHO- WIITIOCTPATUBHBIN
- YaCTUYHO — NOMCKOBBIN
- peIpOIYKTUBHBII
MeTonuueckue mpuemsl:
- Oecena,
- TECTUPOBAHUE
- pacckas,
-JIOMAIlIHee 3aJjaHue
- UHIMBUAYAJIbHBINA OMPOC
- pelieHue 3aaa4
- mpocMoTp doTorpaduit
- COOOIIEHUS CTYICHTOB
- CaMOCTOSITENIbHAsI pab0Ta CTY/IE€HTOB
- MPOCMOTp pparmeHTa Buseoduibma: « XpoMOCOMHBIE OOJIE3HU»
[TpopomxurenbHocTh 90 MUH
OcHaneHHOCTh 3aHATHSL:

- pabouast mporpamma,
- KQJICHJApHO-TEMATUYECKHI TITaH



-MYJIbTUMEINA,

- UH(OPMAITMOHHBIN CTEHJ JJIsl CTYJICHTOB C METOIMUYECKUMU
YKAa3aHUAMU

-COOpPHUKH 3aJ1a4 U TECTOB JJIsl CTY/ICHTOB

- BUJ1e0(parMeHThl

- IPE3CHTAlN CTYICHTOB

- OLIEHOYHBIHN JIUCT

Jlureparypa
OCHOBHBIE UCTOYHUKH:

1. Py6an O.J]. 'enetuka denoBeka ¢ OCHOBaMU MEIUIIMHCKON TeHeTHUKU. PocToB-Ha-
Hony.: ®enuke, 2018.
2.'opbynoB B.H. ['enetnka denoBeka ¢ 0CHOBaMU MEIUIIMHCKON reHeTUKU. MoOcCKBa.:
Axanemus, 2016.

3.boukoBH.II. Knuanueckas renetnka. M.: I'sorap-Men, 2018

JlonoTHUTENbHBIE UCTOYHUKU

1. YueOHO-METOANYECKHUE KOMIUIEKCHI MU Y4eOHO-METOJUYECKUE TOCOOUS MO
paszuenaMm ¥ TeMaM y4eOHOU TUCIUIUIUHBI.

2. COOpHUKHM TECTOBBIX 3aJJaHUM M CUTYaITMOHHBIX 3a/1a4

3. © DnektponHO- 6ubnuoTeunas cucrema MznarensctBo Jlans, 2016.



XPOHOKAPTA U XOI 3AHATUA

Ne Drarnbl Bpewms | Conepxanue stanoB | Hcnonb3yemblie Jocruraemsle Leiu
3aHATUA (MuH.) 3aHATUSA METO/bI U
CpeacTBa
00y4eHust
1. | Opraau3anMOHHBIN 2 B3aunmnoe 00bsicHUTENBHO- | JloOpOKenaTenbHOCTD,
MOMEHT IIPUBETCTBUE, WILTIOCTPATHBHBIN OTIPSITHOCTb,
IpOBEpKa - BHUMATEIbHOCTh
OTCYTCTBYIOIIUX,
COCTOSIHUS
ayJUTOPHH,
pabounx MecT u
BHEIITHETO BHUJIA
CTYICHTOB,
opraHu3anus
BHUMAaHUS
2. [TocTanoBka 3 [lepeuens 3HaHu U YaCTUYHO — Axryanuzanus
nenen YMEHUH, KOTOPBIMHU ITOMCKOBBIN OIIOPHBIX 3HAHUH
JIOJI’KHBI OBJIAJIEBATh
CTY/ICHTHI B
rporiecce 00ydeHust
3. | TIpoBepka 3HaHMIA 20 [TocTanoBka Pemenue YmMmenue obmarbes,
1 yMEHHH BOIIPOCOB, 3a]1a4, TECTOB paboTaTh B
coJiep’KaHue 3ajad, KOJUIEKTHBE
KOMMEHTHPOBaHUE
OTBETOB, OLICHKA
3HaHUH, 00001IcHIE
4. | W3y4eHune HOBOTO 35 Opranuzanus 0OBSICHUTEIHHO- 3HaHUsA O
Marepuana BHUMaHUS WJUTIOCTPATUBHBIN TEHETHYECKUX
MOCTaHOBKA OCHOBax
BOIIPOCOB, HACJIEICTBEHHBIX
npoOeMHast 3a00J1eBaHUM
CUTyanus, YenoBeKa.
000011IEHNE
5. 3akperieHue 16 Bomnpocsl, 3agaun Pemenue OcMBbICIICHUE TTOHATHI
W3Y4YEHHOTO (cutyanoHHsIe, CUTYAIMOHHBIX 0 HACJIEeICTBEHHBIX
Marepuana JICOHTOJIOTUYECKHUE) 3a1a4 3a00JIeBaHUSX
6. 3ananue s 7 Crpanuist 00bsicHUTENbHO- | (CaMOCTOATEIBHOCTD,
CaMOCTOSITENILHOM yueOHHKa, 3a7a4, | WIIOCTPATUBHBIN 0053aTeNbHOCTD
paboThI CTYyJICHTOB WHIUBUyaJIbHbIE
3a/laHus
7 ITonBenenue 7 Kpartkue BbIBOJIBI O - IToompenne,oieHKN
UTOTOB 3aHATHUS poJeTaHHOM

paborte, KpaTkas
TIepCIIEKTHBA Ha
CIIeyIOIIee 3aHATHE
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TecToBbBIE 3a1aHU

. Ilpyu3Haky, pa3BUTHE KOTOPBIX OOYCIIOBJIEHO T'€HAaMH, pAaCIOJIOXKEHHbIMH B

MOJIOBBIX XPOMOCOMaX, Ha3bIBAIOTCS:
OTPaHUYEHHBIX TOJIOM;
TOHOCOMHBIMU;
KOHTPOJIUPYEMBIX MOJIOM;
rOJIAHAPUYECKUMH.

X - CLIETVICHHBIMU IPU3HAKAMH SIBIISIFOTCS :
reMoQuius;
POCT BOJIOC Ha YIIHBIX pAKOBHHAX;
POCT BOJIOC B HAPY>KHBIX CIIYXOBBIX MPOXOaxX;
POCT BOJIOC Ha CpeIHMX (hajlaHTax PYK;
aTpo¢us MOTOBBIX KeJIe3.
Kapuotun 47, XXX xapakrepe Ajis:
cunapoma Knalindennrepa;
cugapoma [llepemesckoro — TepHepa;
CUHApPOMA TPUCOMUU;
cunapoma Ilaray;
CHUHJIpOMa JJiBap/ca.

. Kapuotun 45, X xapaktepen ais:

cunapoma Knaindenbrepa,

curapoma lllepemesckoro — TepHepa;
CHUHJIPOMA TPHCOMUH;

curnpoma [latay;

CHUHJIpOMa DJIBap/ca.

. Kapuotun 47, XXV xapaktepeH aJis:

cunapoma Knaindenbrepa;

cunapoma [llepemesckoro — TepHepa;
CHUHJpOMa TPUCOMUMU;

cuaapoma llaray;

CHHJIpOMa JJiBap/ca.

. Kapuortun 47 (13 + 1) xapaktepen nis:

cunapoma Knatndensrepa;

cunapoma llepemesckoro — TepHepa;
CUHJpOMa TPUCOMMUHU;

cunapoma Ilaray;

CUHIpoMa DJBap/ca.

. PazBuTHe anomanwmii yeperna, neopmaiivs yiurHbIX pakKOBUH, OTCYTCTBUE MOYKH

yXa, HAJIMYUE «CTOIBI - KAYaJIKW» XapaKTEPHO JJIS:
cunapoma Knaiindenbrepa;

cunapoma llepemesckoro — TepHepa;

CHHJIPOMA TPUCOMUH;

cunapoma Ilaray;

cuHApoMa DBapica.

. Kenckuii opranusM C MYKENOJOOHBIM TENOCIOKEHHEM, HEI0pa3BUTHE

MEPBUYHBIX U BTOPUYHBIX MOJOBBIX MTPU3HAKOB, YACTO YMCTBEHHAs! OTCTAJIOCTh
XapaKTEePU3YIOT:
cunapom Knaiindenbrepa;



2. cunapom lllepewmesckoro — TepHepa;
3. CHHIPOM TPUCOMMH;

4. cungpowm Ilaray;

5. CHHAPOM DJBapica.

9. XKenckuit peHOTHI, HU3KOE PACIIOJIOKEHUE YIIHBIX PAKOBHH, MaJE€HbKHUI POCT,
HEJIOPA3BUTHE TMEPBUYHBIX M BTOPUYHBIX IOJIOBBIX NMPHU3HAKOB, MHOTJA IMTOPOKHU
cepAla U NOYEK XapaKTEPU3YIOT:

1. cungapom Knalindenbrepa;

2. cunapowm lllepewmesckoro — TepHepa;

3. CHHJIPOM TPUCOMMUHU;

4. cungpowm Ilaray;

5. CHHIPOM DJBap/ca.

10. Myxckoi ¢eHOTHI, THHEKOMACTHs, BHICOKUNA POCT, CHUKEHHBIA HHTEIJIEKT,
cinaboe pa3BUTUE NIEPBUYHBIX U BTOPUUYHBIX MOJIOBBIX MPU3HAKOB XapaKTEPU3YIOT:
1. cungpom Knarindenbrepa,

2. cunnpom lllepemesckoro — TepHepa;
3. CHHIPOM TPUCOMMHH;

4. cungpowm Ilaray;

5. CHHIpPOM DJBap/ca.

11.Hanummure KapHUOTHIIBI 3JOPOBBIX MYKXYHUHBI U JKCHIIIWHBI

12 Hanumivte KapuOTHUIIBI TIOJIEH € YUCIOBBIMU aHOMAIUSMH TOJOBBIX
XpOMOCOM:

- Cunapowm lepemeckoro-TepHepa

- Cungpom Knaiiandenbrepa

- CuHapoM Tpucomuu - X

13.HapucyiiTe KapuOTHIIBI JTIOJICH C YUCIOBBIMU aHOMAJIUSIMH ayTOCOM:
- Cungpowm Jlayna

- Cungpowm llatay

- CuHapom nojaucoMun Y

- Cunapom DnBapca

TecToBbIe 3amaHusA
1. 3aboneBaHue ¢ HACIIEICTBEHHON MPEAPACTON0KEHHOCThIO, MPUUNHON KOTOPBIX
SIBJISIETCS COBOKYITHOE JIEMCTBUE MYTallUil B HECKOJIBKUX JIOKYCaX XpPOMOCOM — 3TO:
a) MoHOTreHHbIE;
0) Mynbtu (hakToprambHBIC,
B) XpOMOCOMHBIE;
r) HacnencrBeHHsble.
2. AnbOMHU3M HaclenyeTcs Mo TUILY:
a) AyTOCOMHO — JOMUHAHTHBIN;
0) CuenyieHHBIN C TIOJIOM JTOMHWHAHTHBIM;
B) AYyTOCOMHO — PELIECCUBHBIII;
r) CLeIUIEHHBIN C MOJIOM PEIIECCUBHBIN.



3. eBouka c cunapomom lllepemeBckoro — TepHepa UMeeT KapUOTHIL:
a) 47 , XXX;

0) 46 XX

B) 45,XO0;

r) 47 XX + 18.

4. JlanbTOHU3M HacyenyeTcs MO TUILY:

a) AyTOCOMHO — JOMUHAHTHBIN;

0) CuenyieHHBIN C TTIOJIOM JOMHHAHTHBIM;

B) CLIEeTIEHHBIH C MOJIOM PELECCUBHBIN;

r') AYyTOCOMHO — PEIIECCUBHBIN.

5. JIuto, poociioBHAs KOTOPOT'O COCTABIISIETCS, HA3bIBAETCL:

a). PomonavanbHuk;

0) I[IpoGany;

B) UnOpuauHr;

r) Culchl.

6. lst GosibHOTO € cUHAPOMOM « Kolaubero kpuka » xapakTepeH KapuoTHII:
a) 45, XX;

0) 46, XX, 5p;

B) 46, XXX, + 21;

r)47,, XXX.

7. 110JIyOTKPBITBINM POT € BBICYHYTBIM SI3bIKOM M BBICTYIIAOLIEH HUKHEU YEIIFOCTHIO
XapakTepeH Juisi OOJIbHBIX C:

a) Cunnpom KiaitHdentepa;

0) Cunnpowm JlayHa,

B) Cunnpowm IllepemeBckoro — TepHepa;

r) Cunapom DnBapca.

8. Kakyro XpoOMOCOMHYIO0 aHOMAJIUIO MOKHO 3aM0J03PUTh Y OOJIBHOM ¢ TAKUMU
CUMIITOMaMH KaK HU3KHUI pOCT, OOKOBBIE KOKHBIE CKJIAJKH Ha IIee, HEepPa3BHUTHIC
BTOPUYHBIE MMOJIOBbIE TPUZHAKU:

a) Cunznpom Tpumio — X;

6) Cunapom JlayHa;

B) Cunapowm Illepemesckoro - Tepuepa;

r) Cungpowm Ilatay.

9. s 6ombHOTO ¢ cunapoMoM KraliHdenbrepa XxapakTepeH KapuoTHII:
a) 47, XVV;

0) 46, XV;

B) 47,XXYV;

r) 47, XY+ 21.

10. 1151 60JbHOTO C CHHAPOMOM D/IBapca XapaKTEPEeH KAPUOTHIL:

a) 47, XY + 18;

0)47, XX + 21,

B) 47, XV + 13;

r) 46, XO.



KonTtponbsHbIe BOIPOCH

1. Knaccudukanus MmyTtanuii 1o U3MEHEHUIO T€HETUYECKOT0 MaTepHaia.
2. XpOMOCOMHBIE U TEHOMHbIE MyTallui, KaK IPUYMHA XPOMOCOMHBIX O0JIe3HEN

4eJI0BeKa.
3. XapakTepucTuKka OCHOBHBIX XpPOMOCOMHBIX O0JIe3HEHN YesloBeKa.

4, CI/IHIIpOMBI C YMCJIOBBIMHU aHOMAJIUAMMU ITOJIOBBIX XPOMOCOM, UX XapaKTCPHUCTUKA.
5. CI/IHIIpOMBI C YMCJIOBBIMH aHOMAJIUAMHU aYTOCOM, UX XaPAKTCPUCTHUKA.



TexHosornyeckas KapTa 3aHATHA

Oransl 3aHATHUS Ocnaiuenue, | Konrpoas N3yuenue HOBOM TEMBI 3akperieHue CamocTrosTenbHas Jomarnee
HarJIiJHOCTb | UCXOJIHOTO pabota 3aJlaHue
YpPOBHS
3HaHUU

1. Opranuzauu- [1nakaTsl, Tectsr 1-2 1. HacnencrBennsle 60se3nu u ux | Pemenue 1. CocraBnenue Py6an O.1.
OHHasl 4acTb MOJENH, YPOBHS, KJIacCcu(UKAIHSL. CHUTYallMOHHBIX  [YJIEKTPOHHBIX I'enetnka
2. KonTtpomas PUCYHKH (dpoHTaNBHBIN | 2. XpOMOCOMHBIE OO0JIE3HH. 3a/1a4: IIPE3EHTALNN [0 TEME | YEJIOBEKa C
HCXOJ/THOTO YPOBHS oripoc, KommuectBennsie u ctpykTypHbie | 1.Ompenenuts «XpOMOCOMHBIE OCHOBaMH
3HAHUM paborta y AHOMAaJIMKM ayTOCOM: CUHIPOM aHOMaJIbHBIE 00JIe3HNY. MEIUIIMTHCKOMN
3. V3yuenue HOBOM JIOCKH HayHna, cunzpom DBapjca, kapuotunel mo  |2. [ToaroroBka TE€HETUKHU
TEMBI cunapowM [laray. Knunuka, doTtorpadusam pedepaTuBHBIX «DeHHKCY,
4. 3akperuieHue [IUTOTCHETUYCCKNE BAPUAHTHI. OOJILHEBIX. cooOmeHui 1o teme: | YueOHOe
TEMBbI 3. Knnnanueckue CUHHIPOMBI TIpH 2. N3y4enne «XpOMOCOMHBIE nocobue,
5. omaiinee AHOMAJIMX MOJIOBBIX XPOMOCOM: AHOMAaJIbHBIX 0011e3HN» PocroB-Ha-
3aJlaHue cungpoM IllepemeBckoro- (hEeHOTHUTIOB 1 Hony, 2018r
6. [lonBenenue Tepnepa, cunpom KIMHUYECKUX c.180-229
WUTOTOB Knaitndensrepa, cuaapom MPOSIBIICHU I

TpUCOMM X, CHHAPOU AUCOMUHU TeHHBIX

o Y-XpoMocMe. 3a00J1€BaHUIM 11O

4. CTpyKTypHBIE aHOMAJIUH dboTorpadusim

XPOMOCOM. 0O0JIbHBIX.




1
2

Koucnekt 3agatus

Tema «XpoMocoMHBIE OOJIE3HU».

Coneprkanue yueOHOT0 MaTepuaia

Hacnencrsennsie 00Jie3HU U UX KIacCU(DUKALUS.
XpomocomHbie Oose3Hu. KonnuecTBeHHbIE U CTPYKTYPHBIE aHOMATUH

aytocom: cuapom Jlayna, cunapom DaBapjaca, cuaiapom [laray. Knunuka,
LIUTOT€HETUYECKUE BaPUAHTBHI.

3

Knuanueckue CUHAPOMEI IIPY aHOMAJIUAX IMOJOBBIX XpPOMOCOM: CUHAPOM

epemesckoro-Tepuepa, cunapom Kiaiindensrepa, cHHAPOM TpucoMM X, CUHAPOU
JTUCOMHUH TI0 Y -XPOMOCME.

4
5
6

7.

8

CTpyKTypHBIE aHOMAIUHU XPOMOCOM.

[TprunHbBI TeHHBIX 3200JIEBAHUIA.

AyTOCOMHO-IOMUHAHTHBIE 3200JIEBAHMUS.
AyTOCOMHO-pELIECCUBHBIE 3a00JI€BaHUSI.

X-ClEIUICHHbIE PEIIeCCUBHBIE U JIOMUHAHTHBIE 3a00JIeBaHus. Y -

CHOCIINICHHBIC 3a00JIEBaHUSL.



Hacnencteennsie 601€3HM U UX KiIacCUDUKALIUSL.
[Tpobnema 310pOBbs JIIOJIeH U TEHETUKA TECHO B3aUMOCBSI3aHbl. Y YEHbIC-TCHETUKH
MBITAIOTCSI OTBETUTDH HA BOMPOC, TOUYEMY OJIHU JIFOJIU TOJIBEP>KEHBI PAa3TUYHbIM
3a00JI€BaHUSM, B TO BpEMsI KaK JAPYTHUE B ATUX K€, WU Jaxe XYIIUX YCIOBUIX
OCTarOTCS 3J0POBBI. B OCHOBHOM 3TO CBSI3aHO C HACJIEICTBEHHOCTHIO KaXKJI0TO
YeJI0OBEKa, T.€. CBOMCTBAMU €ro T'€HOB, 3aKJIFOUEHHBIX B XPOMOCOMaX.
B nocnennue roapl 0TMEUYarOTCs OBICTPHIE TEMITBI PA3BUTHUSI TEHETUKH YEJIOBEKA U
MEJIUIIMHCKON T€HETUKHU. ITO OOBIACHSAETCS MHOTUMH MPUUMHAMH U TIPEXK]IE BCETO
PE3KMM YBEIIMUEHHUEM J0JIM HACIIEICTBEHHOM MaTOJIOTUU B CTPYKTYpE 3a00JIeBaHus U
CMEpTHOCTH HacesieHusi. CTaTucTuka nokasbiBaet, yTo u3 1000 HOBOPOXKAEHHBIX ¥ 35-
40 BBISIBJISIIOTCS] pa3IUYHbIC TUITBI HACJICICTBEHHBIX O0JIe3HEH, a B CMEPTHOCTH JieTel
B BO3pACTE JI0 5 JIET XPOMOCOMHBIE 00JI€3HU cOCTaBIsIOT 2-3%, reHubie - 8-10%,
MmynbTH(hakTOpUaNIbHBIC - 35-40%. ExxeroaHo B Harie#t ctpane poxaaercs 180 Toicsau
JieTel ¢ HacleICTBEHHBIMU 3a00JIeBaHUSIMU. bojiee moJIOBUHBI U3 HUX UMEIOT
BPOKJICHHBIC TIOPOKU, OKOJIO 35 THICSY - XPOMOCOMHBIE OOJIE3HU U CBBIIIIE 35 THICSY -
reHHblie 6oJse3Hu. CieayeT OTMETUTh, YTO YUCIIO HACJIEICTBEHHBIX 00JIe3HEHN Y
YeJIOBEeKa ¢ KaXJIbIM I'OJIOM PAacTEeT, OTMEUAIOTCS HOBbIE (hOPMBI HACJIEICTBEHHON
natosioruu. B 1956 roxy 6su10 n3Becto 700 popMm HaclieicTBEHHBIX 3a00JIeBaHUH, a
Kk 1986 roay ux uucno ysenuuunock 10 2000. B 1992 roay konndecTBo
HACJICJICTBEHHBIX 00JIe3HEH U MPU3HAKOB BO3pociio 10 5710.
Knaccuduxanuu HacneIcTBEHHBIX 00JIe3HEH uemoBeKa

1.I'ennbie 6oJie3HU, CBSI3aHHBIC C TOYCUHBIMU MyTanusamu saepron JJHK:

o MoHoreHHble 3a00J1€BaHMs, CBSI3aHHBIC ¢ MyTanusmMu saepuoi JIHK;

o Ilomurennsie 6oyie3HU, CBA3aHHBIE ¢ MyTanusMu siaepron JJHK.

o bose3Hn 3KCnaHCHUM TPUHYKIEOTHIHBIX TIOBTOPOB.
2.XpoMOCOMHBIE 00JIe3HU

o C(CBs3aHHbBIE C U3BMEHEHUEM CTPYKTYPbI XPOMOCOM.

o C(CBs3aHHBIE C U3BMEHEHUEM YHUCIIA XPOMOCOM
3.boise3nu, o0ycnoBneHHble AedexkTaMu MUTOXOHIpuanbHoi JIHK

o ['eHHble 00ME3HHU, CBA3aHHBIC C TOUCYHBIMU MyTarusiMu MT/IHK.

o bone3nu, 00ycnoBieHHBIC TPYOBIMU CTPYKTYPHBIMH HapyieHusiMua MT/IHK.
4. MynbTrdakTopralibHbIe 00JIE3HH, BO3ZHHUKHOBEHUE KOTOPBIX CBSI3aHO C
COUYETAaHHBIM JICUCTBHEM T€HETUYECKUX U CPEIOBBIX (PAKTOPOB, B TOM UHCIIE BCE
qyacThle HeMH()EKITMOHHBIC OOJIE3HU U
M30JIMPOBAaHHBIE BPOXKIEHHBIE TOpoku pa3Butus (BIIP), 6onesnu
COMATHUYECKHX KIIETOK, DS/l OIyXOJeH, a Takke 00Ie3HU BCIISACTBHUE
MPOLIECCOB CTAPEHUS;
5.HacnenctBeHHble 00J1€3HU C HETPAAUIIMOHHBIM (OTINYAIOIIUMCS OT
MEH/IEJIEBCKOI0) TUTIOM HACJIEIOBaHMS — 3Ta rpymna
BbIJICJIEHA CPABHUTEIIBHO HEJIABHO.

XpoMocoMHBIE 00IE3HHU.
KonundecTBeHHBIC U CTPYKTYPHBIC aHOMATUU ayTOCOM: CHHApPOM JlayHa, CHHApOM
DnBapaca, cunapowm Ilaray.

XpOMOCOMHBIE aHOMAJIMM BKJIIOYAIOT AHOMAJIMH KOJW4YecTBa (KOJUYECTBEHHBIC
QHOMAJIMH) WUJIM CTPYKTYPBI XPOMOCOM (CTPYKTYPHBIE aHOMAJIUHN) U SBJISETCS BaKHBIM
(hakTOPOM CaMOINPOU3BOJIBHBIX BBIKUJIBIIICH M BPOXKIACHHBIX AaHOMAJIMK pPa3BUTHS.
[IpuBomsitcas  mannble, 4to 50%  BceX  OIIOAOTBOPEHUM  3aBEPLIAIOTCA
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CaMONPOU3BOJIBHBIMU BBIKUJIBIIIAMUA U B 50% cily4aeB 3TUX BBIKUABIIIEH UMEIOIIHECS
XpOMOCOMHBIE aHoManuu. Hawubonee YacThIMM XPOMOCOMHBIMU AHOMAJUSIMH Y
aboptycoB ectb 45, X (cunapom Tepuepa, wmm Illepemeckoro - TepHepa),
TPUIUIONIHS U TpucoMusi 16. XpOMOCOMHBIE aHOMAIWU SBIAIOTCA NPUUMHOU 7%
KPYITHBIX BPOKJICHHBIX TTOPOKOB PA3BUTHS, & MyTalluu T€HOB — 0K0JI0 §%.
KonuuecTBeHHBIE aHOMATNN XPOMOCOM
Hopmanbhas comaTudeckast KjieTka SBJISIETCS JUIUIOUIHON U COACPKUT 46 XpOMOCOM,
uim 2n xpomocoM. HopMmanbHble TameThl SBISIETCS TAIUIOMIHBIMU W COJEpKaT n
xpomocoM. Eynnonnust o3HavaeT j1r000e 1e10e YUCI0 N, HapuMep, TUIIOUIUI0 WU
TPUILTOUANIO. AHEYIUIOUANS O3HAYyaeT JII000e IEN0e YUCIO XpPOMOCOM, KOTOpOE He
SIBJISIETCSL DYIUIOMIHBIM M Yallle O3Ha4aeT HaJW4yue JIUIIHEH XPOMOCOMBI (TPUCOMUS )
WIH TIOTEPIO OJTHOM XPOMOCOMBI (MOHOCOMMUS).
AHOMaIUMU KOJUYECTBA XPOMOCOM MOTYT BO3HUKATh BO BpeMsi MEHOTHYECKOTO WIIH
MUTOTHYECKOIO efieHui. B xone Meiio3a B HopMe 00e XpOMOCOMBI U3 TOMOJIOTUYHOM
napel OTACJSIIOTCS TEPBOC MEMOTHYECKOE JCJICHHWE U KaxJas JOYepHSS KIIETKa
NojiydaeT OJUH KOMIIOHEHT M3 KaxkJI0odW mapel XxpomocoMm. Ecnu otnenenue
TOMOJIOTHYHBIX XPOMOCOM HE MPOUCXOAUT (HEPACXOXKJIEHHUE XPOMOCOM), o00e
XpOMOCOMBI C TOMOJIOTHYHOW TMapbl TMomajaloT B OJHY KIETKy. Bcerieacrtsue
HEPACXOXKJCHUsI XPOMOCOM OJIHa KJIETKa IojydaeT 24 XpoOMOCOMBI, a BTopass — 22
XPOMOCOMBI.
Korpa npu omnogoTBopeHHH ramera, cojiepkaiero 23 XpoMOCOMBI, COECIUHSAETCS C
rameTou, coaepkaieit 24 wim 22 XpoMOCOMBI, 00pa3yeTcs 3urora ¢ 47 (Tpucomus)
wi 45 (MoHOocoMus) XpoMocomamu. HepacxosxieHne MoKeT IPOUCXOAUTh BO BPEMs
NEPBOTO WM BTOPOTrO MEHOTHYECKOrO JIEJIEHHS M KacaTbCsl KaK COMAaTHYECKUX
(ayTocoM), Tak M TOJIOBBIX XpOMOCOM. YacToTa XpOMOCOMHBIX aHOMajuil, B TOM
YHUCJIE HEPACXOXKIEHUS XPOMOCOM, YBEJIMYMBAETCA B OOTE€HE3€ y KEHUIUH crapuie 35
JIeT.
Hepacxoxxnenue XpomMocoM BO BpeMs MUTO3a (MUTOTHYECKOE HEPACXOKIICHHE)
KJIETOK 5MOpHOHA Ha CaMbIX PAaHHUX CTAJUSIX dMOpPUOTEHE3a, KOTJa OJIHU KIETKU
NOJIy4alOT aHOMAJIbHOE KOJMYECTBO XPOMOCOM, JIPYTH€ — HOPMAIBHOE, MOJIYYHUIIO
Ha3BaHWE Mo3aulu3Ma. WHIMBUABI C MO3aULM3MOM XPOMOCOM MOTYT HUMEThH JIHIb
OTJI€JIbHBIE MPOSIBJICHUS] TOTO WM HWHOTO CHHAPOMAa 3aBUCHUMOCTH OT KOJIMYECTBA U
pacrpeeneHus MopaxeHHbIX KIETOK.
NHorma  BO3HHMKAaeT pa3pblB  XPOMOCOMBI, H  YacTU OAHOM  XPOMOCOMBI
MIPUCOEAUHSIOTCS K IPYrOd — TPaHCIOKalMs XpoMOcoM. Takue TpaHCIOKAalMU MOTYT
ObITh COATaHCHUPOBAHHBIMU U HecOamaHcupoBaHHBIMU. [Ipu cOamaHCHPOBAHHBIX
TPAHCIOKAUSIX Pa3phlB M OOBEAMHEHHS JBYX XPOMOCOM MPOUCXOAIT Oe3 moTepu
BAXHOIO TIEHETUYECKOT0 Marepuana, W MUHAUBUJI  SIBISETCS  HOPMAJIbHBIM.
HecOanancupoBaHHble TPaHCIOKALMM XapaKTEPU3YIOTCS MOTEpe 4acTu OJHOU u3
XpOMOCOM M M3MEHEHUWEM TeHoTuna. Tak, Hanmpumep, HecOaTaHCUPOBAHHBIE
TPAHCIIOKAUM MEXK1y JJIMHHBIMU IIedaMu xpomocoM 14 u 21 Bo Bpems meniosa | nnun
II BBI3BIBaIOT OOpa3oBaHHUE rameT C JuinHed 21-it xpomocomoit (Tpucomus 21), 4ro
SIBJISIETCSL OJHOM M3 MPUYUH BOSHUKHOBEHUS cuHApoMa JlayHa.

Tpucomus 21(cunapom JlayHa) daiie Bcero oOycaOBJICHAa HAJIMYHMEM JIMITHEH KOMHUH
xpomocombl 21 (Tpucomus 21). Jletsam ¢ cunapomoM JlayHa CBOWCTBEHHBI:

e 3aJICpP)KKa pOCTa,

e Ppa3IMYHBIC CTETICHU YMCTBEHHOTO OTCTaBaHMUS,
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e UYEPENHO-IMUIEBbIE AHOMAJIUU (SMHUKAHT, CKOLIEHHBIA pa3pe3 IJia3, IJIOCKOE
JMI0, MaJIEHbKUE HU3KO pa3MEIIeHHbIE YIIIH),

o TIOPOKH Pa3BUTHUS CEPALA,

o TUIIOTOHHUSA U JIp.
VY Takux gerei yaiie UMEOT MECTO MH(MEKIUHU, TUCHYHKIMHA IMIUTOBUIHOM KEJE3bl,
MPEXJIEBPEMEHHOE CTapeHue, pa3BuTue 0one3Hu AJblLreiiMepa B MOJOJOM BO3pacTe
(c 35 net). B 95% ciydaeB cuHapoM 00yCIIOBIICH TprucoMuel 21 yepe3 MeHoTHIecKoe
Hepasinuue, B 75% cinydaeB HEPACXOKIAEHHUS CITydaeTcsl BO BpeMs ooreHesa. dacrtora
cunapoMma Jlayna coctapisier 1: 2000 ortoJ0TBOPEHUH Y HKEHILUH B BO3pacTe <25 JeT
u Bo3pactaet 10 1 300 - B Bo3pacte 35 ner u 1 100 - B Bo3pacte 40 ner.
[Ipumepro B 4% cnydaeB cunapoma Jlayna HaOmrogaeTcss HecOadaHCUPOBAHHAS
TpPaHCJIOKalHs MEXIy XpoMocoMol 21 m ogHoi u3 xpomocoM 13, 14 unm 15. B 1%
ciydyaeB cuHApoM JlayHa MoXeT ObITb OOYCIOBJIEH MO3auIM3MOM B pe3yjbTaTe
MUTOTUYECKOTO HepacxoxaeHus. YacTb KIETOK TaKuX WHIUBUIYYMOB HMEIOT
HOpPMAaJIbHOE KOJMYECTBO XPOMOCOM, APYTHe aHAYIIOUAHOE. B Takux MHIMBHUIYYMOB
MOKET TMPOSIBIATHCA Pa3IMYHOE KOJMYECTBO NpPHU3HAKOB cuHApoma JlayHa B
3aBUCUMOCTH OT KOJIMYECTBA U JIOKAIHM3AIMU aHOMAJIbHBIX KIETOK.
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Tpucomus 18 (cunapom nBapiaca) Bctpeuyaercs ¢ yactoToit 1: 5000 HOBOpOKAECHHBIX
U XapakKTepHU3yeTCs YMCTBEHHOW OTCTAJIOCTbIO, MHUKPOTHATUEH, BPOKICHHBIMU
MOpPOKaMU cepjilia, MOYEeK, CKEJeTa, COrHYThIMH HalblaMU M CUHAaKkTwiueu. Takue
JeTH OOBIYHO YMHUPAIOT B BO3pacTe 70 2 Mec.

Tpucomus 13 (cunapom Ilatay) sBisiercss peakum 3aboneBanreM (1:15 500 >xuBbIxX
HOBOPOXX/ICHHBIX) ¥ BKJIIOYACT YMCTBEHHYIO OTCTAaJOCTh, TOJOMPO3dHIEDATHIO,
BPOKJICHHBIE TOPOKH CepJlia, IJIYyXOTy, paclleIuHbl TryObl W He0a, TJia3HbIe
HeJocTaTku  (MUKpodTaabMus, aHopTambMusi, KojdoOoma). bomsmmHCTBO neteit
YMHpPAIOT B BO3pACTe A0 3 MEC.

Cunapom Kusitnpensrepa (XX unu XXXV) [lposiBigercs y Jdil My»KCKOTro ToJjia B
Mepuo/ MOJIOBOTO CO3PEBAHUS M XapaKTepuzyeTcs: arpodueil ssiuuek, ruaauHu3anuen
CEMEHHBIX KaHAJIbIEB, OECIUIOAMEM H, 4acTo, TMHeKoMactueil. Hacrtora cuHIpoma
Knsitngensrepa coctaBisier 1: 500 myxuun. Knetku comepxkatr 47 XpoMOCOM C
nonojHuTeNbHOU X-xpoMocomoil (reHotun XXYVY) BenenctBue HepacxoxkaeHus XX
TOMOJIOTHYHBIX XpOMOCOM. Tenbplia MOJOBOrO XpoMaThHa OKasbiBalOTCA B 80%
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cinydaeB. MHorna GosbHble ¢ cuHapoMoM KusiiHpensTepa umeroT 48 XpoMocoM, TO
ectb 44 aytocoMbl u 4 mosioBble XpoMOCOMBI (XXXYVY). CunHapoM OOBIYHO HE
COIMPOBOXK/JIAETCA 3a/I€PKKON YMCTBEHHOI'O Pa3BUTHS, HO 4eM 0oJibIIe X XpOMOCOM y
Te€HOTHUIIE, TEM OOJIbIIE PUCK PA3BUTHUS YMCTBEHHOM OTCTAIIOCTH.

Cunnpom Tepuepa, llepemesckoro - Tepuepa (XO, CTpyKTypHbIE aHOMAIMM WU
MO3aMIIM3M) XapaKTePU3YeTCs IKEHCKHUM TCHOTHIIOM TIPU OTCYTCTBUHM SIMYHUKOB
(mucreHesuss TOHAJ, WM TOHAIHBIA JUCTeHe3). BoJibHbIE HMEIOT HU3KHH pOCT,
HIMPOKYIO TPYJHYIO KIETKY C OOJIBIIMM PAacCTOSTHUEM MEXAY COCKaMH, Jedopmanuu
CKeJieTa, MepernoHyaryto mero, aumdeneMmy koneunoctei. Ilpumeprno B 55% cnyuaes
uMeer Mecto MoHocomusi X (XO), mojoBOM XpOMaTHH B KJIETKaX OTCYTCTByeT. B
80% ciyuaeB MPUYMHON pa3BUTUA CUHJpoOMa siBisieTcs AedekT crnepmarozonnaa (
HEPACXO0KJICHUS MOJIOBBIX XPOMOCOM B XOJI€ CriepMaToreHesa). B octanbHbIX ciaydasx
UMEIOIINECS CTPYKTYPHBIE AHOMAIUHM X-XPOMOCOMBI WJIM MO3aulM3M BCIIEICTBHE
MUTOTHYECKOTO HEPACXOKIAECHUS.

Cunapom T1pucomun X (XXX) xapakTepuszyercs ONpPENEIICHHOW CTENEHbIO
YMCTBEHHOM OTCTaJIOCTH, 3aJ€P>KKOM MOJIOBOTO pa3BUTHS, TUIIOMEHOpeel. B kneTkax
coJiepaKarcs Mo 2 TeJbla M0JIOBOI0 XpOMaTHHA.

CTpyKTypHBIE aHOMAJIMM XPOMOCOM

CTpyKTypHBbIE aHOMAJIMH XPOMOCOM MOTYT KacaThCsi OJHOM WU 0ojiee XpOMOCOM U
OOBIYHO BO3HMKAIOT Y€pe3 pa3pbiBbl XPOMOCOM. Pa3pbiBEI XpOMOCOM MOTYT OBITh
BBI3BaHbl JIEUCTBUEM arpecCUBHBIX (PAKTOPOB BHEIIHEHW CpeNbl: BUPYCOB, paualiuu
WIN XUMUYECKHX BemecTB. [locnencTBrs pa3peiBa XpOMOCOM 3aBHUCST OT AaJIbHENIIEH
CyIbOBl pa30pBaHHBIX YACTUIl. B HEKOTOPHIX CiIydasX OTOpBaHa YacTb XPOMOCOMBI
TEpSEeTCd — YacTU4Has Jelelusi XpPOMOCOMBL. B ciydasx 4YacTUYHOW Jeleuuut
XPOMOCOMBI PEOCHOK XapaKTEpU3yeTCsl ONPECICHHBIMUA aHOMATUSIMHU.

CHUHIIpOM «KOIIa4bhero KpUKa» OOYCJIOBJIEH YaCTUYHOW JIeJeIUell KOPOTKOro Iuieya
XpOMOCOMBI 5 H XapakTepuzyeTcs Mukpouedannel, yMCTBEHHOH OTCTaOCTHIO,
BPOXKJICHHBIMU MMOpOKaMu cepana. [nay Takux neTer HallOMUHAET KOIIauYui KPUK.
Muxkpozaeneuun XpoMOCOM OXBATBHIBAIOT JIMIIb HECKOJIBKO CMEXHBIX T€HOB U MOTYT
IIPUBOJIUTH K Pa3BUTHUIO CHHAPOMA MUKPOAEIEUNH, WIA CHHAPOMA CMEKHBIX T'€HOB.
Mecta BO3HMKHOBEHHS TAaKMX JIE€JICUHA  HA3bIBAKOT CMEXHBIMU TI'E€HHBIMU
KoMIiekcamMu. WX  WACHTUPUIUPYIOT C  TIOMOIIBI0  BBICOKOTEXHOJIOTHYHBIX
g depeHnaIbHOM OKPACKH XPOMOCOMHBIX TTI0JIOC.

[IpumepoM MOXeT OBITh MUKpOAENEIHUs [JIUHHOIO Iuieda XpomocoMbl 15. Ilpu
HACJIEIOBAaHUH NOPAXKEHHOW JEIEINEeN MAaTEPUHCKOW XPOMOCOMBI BO3HUKAET CUHIPOM
AnrenpMaHa, MpU KOTOPOM PEOCHKY MPHUCYIIa YMCTBEHHAs OTCTAJOCTh, 3aJIepiKKa
pEYEBOro M MOTOPHOIO Pa3BUTHS, HENPOBOLMPOBAHHBIE NPUCTYIBI cMmexa. [lpum
HacjeI0BaHun JMe(HEeKTHOW POIUTEINHCKON XpOMOCOMBI Bo3HUKaeT cuuapoM [lpaxepa-
Buwum. TlopaxeHHble UHAWBUABI CTPAJAIOT OT TMIIOTOHWUH, OKHPEHUS, YMCTBEHHOMU
OTCTaJOCTH, THUIOrOHAJW3Ma W KPUNOTOpXU3Ma. Takoe pa3iauyue 3SKCIPEeCcCUuu
FEHETHYECKOr0 MaTepualla B 3aBUCHUMOCTH OT HACJIEIOBAaHUS POAUTEIBCKON WIIH
MATEPUHCKON XPOMOCOMBI SIBJISIETCS MPUMEPOM F'€HOMHOTO UMITPUHTHUHTA.

JlpyruMyd TE€HHBIMM CHUHJIPOMAaMH, KOTOpPbIE€ MOTYT HaCIeI0BaThCcsl OT O000HX
poautenen, sBisiercs cuHapom Mumnepa-ukep B pesyabrate apenenuun 17p 13
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(3ameprKKa pa3BUTHsI, BPOXKJICHHbBIE MIOPOKM JIMLa U cepaua) u cunapom llnpunTtnena
npu aeneuuu 22 ~ 11 (nedextsl HeOA, MOPOKU Pa3BUTHS CEPJIA, 3aJEPKKA PEUEBOTO
pa3BUTHs, HapyluleHUE CIHOCOOHOCTM K  oOydeHuro, Mu30(pEeHONOI00HbIE
paccTpoiicTsa).

JIoMKHe MecTa — 3TO y4acTKH XpPOMOCOM, MPOSIBIISIIOUINX CKJIIOHHOCTh K OTPBIBY WUJIU
paspylleHus MpU ONpPEAECTICHHbBIX MAHUMYJSALUUAX C KiIeTKo. Jlomkue mecta MOXKHO
OOHapyXUTh NPU KyJIbTUBUPOBAHUM JUMQPOIMTOB B cpele ¢ AePuIuToM (oJIaToB.
CunzapoM JIOMKOM X-XpOMOCOMBI CONPOBOXKJIAETCS YMCTBEHHOM OTCTalOCTBIO,
OOJBIIMMH YIIAMU, BBICTYIIAHUE YEJIFOCTH U OJIEHBIMU TOJIyObIMU pay>KKaMu.
MyxuuHbl nopaxarorcsa yaine, 4em xeHIuHbl (4/2000 cpaBuenuto ¢ 1/2000), yem
0oOBsICHAETCS TpeoldiajlaHie MYKCKOTO I0JIa CpeIud YMCTBEHHO OTCTalbIX JIMII.
Cunypom JoMKOH X-XpOMOCOMBI 3aHMMAaeT BTOPOE MECTO Mocje cuHapoMma JlayHa
Cpely MPUYUH YMCTBEHHON OTCTAIOCTH XPOMOCOMHOT'O IIPOUCXOKICHUSI.

Knunnueckne cCMHAPOMBI TPU aHOMAJIUSIX MOJIOBBIX XPOMOCOM: CUHAPOM
[IepemeBckoro-Tepuepa, cunapom Knaitndenbrepa,
CHUHJIPOM TPUCOMUHU X, CUHJIPOM JIUCOMHUHU MO Y-XPOMOCOME.

Cunnpom Illepemesckoro-Tepuepa. B 1925 rony H.A.lllepemeBckuii onucan
COYETaHHE HM3KOTO0 POCTa, KOXKHOW CKJIAJIKM W HAPYIIEHUS TOJIOBOrO pa3BuTHsA. B
1938 rony H. TepHep nan mojgHoe omucaHue ATOro 3ab0JeBaHus, KOTOPOE MOTYUUIIO
Ha3zBaHue cuuapoma lllepemeBckoro-Tepuepa. Ilo3ke OBUIO YCTAaHOBJIEHO, YTO €rO
OPUYHHON SIBISETCS U3MEHEHUE OJHON M3 X-XPOMOCOM Y KEHIIUH.

Yactora »9rtoro cuHapoma Kkojebnercs ot 1-4 cinygaee Ha 10000
HOBOPOJKJIEHHBIX JIEBOYEK.

Yare Bcero npu 3ToM 3a00JI€BaHUU PETUCTPUPYETCS MOTHAST MOHOCOMHUS 10 X-
xpomocome (60% Bcex OONBHBIX). ITO €IUHCTBEHHas (opMa MOHOCOMHH, KOTOpPAs
BBISIBJISIETCSl Y KUBOPOXKACHHBIX neTed. Kapuotun OO0JBHBIX Mpu 3TOM 3a00JI€BaHUU
BKJItOYaeT 45 XpoMocoM ¢ ofHOM X-xpomocomoil (45, XO). V Takux NalUEeHTOK HE
OTpeNIeIIAIOTCS Teliblla bappa B cockoOe CIM3UCTOM IeKHu U «OapabaHHbIC TTATOUKI) B
JIa3Me KpOoBH.

bepeMeHHOCTh MI0/10M ¢ 3TUM 3a00JIEBAHUEM MOXKET COMPOBOXKIATHCA YTPO30U
BBIKU/IBIINIA, 33JE€PKKOM YBEIMYEHHs pa3MepoB Iioga. Macca W JjuHA Tela
HOBOPOXKJIEHHBIX JeBoYeK ¢ cuHiapomom lllepemieBckoro-TepHepa HECKOIBKO
MEHBIIIE, YEM Y 3/I0POBBIX JETEH.

B mepBbie MecAIbl ®KU3HU €TMHCTBEHHBIM MIPOSBICHUEM 3a00JIEBaHUS SBIISIOTCS
muM(baTHYECKUd OTEK Ha THUTBHBIX MOBEPXHOCTAX KUCTEH M CTOM M KOPOTKAas Iest ¢
OOKOBBIMU KOKHBIMHU CKJagkamu. [logoOHBIE M3MEHEHHS Pa3BUBAIOTCS HE Y BCEX
nesoyek ¢ cunapomomM IllepemeBckoro-Tepuepa. Hacto cocTosiHue pedeHKa B MEpBbIE
roJibl ’KU3HU HE BbI3bIBAET OECIIOKONCTBA Y POAUTENICH U MEAUIIMHCKUX paOOTHUKOB.

Nuorma Tompko K 4-5 TOgaM MOXKHO 3aMETHTh 3aJIepKKy pocTa peOeHKa.
Heo6xoaumo yuutsiBaTh, 4yTo 80% ciydaeB HU3KOPOCIOCTH Yy JAEBOYEK OOYCIOBICHO
cungpomom lllepemeBckoro-TepHepa. PocT B3pocbIX IEBYIIEK C ’TUM 3a00JI€BaHUEM
cocrasisieT 135-140 cm.

JIOBOJIBHO YacTO IJIaBHOM MPUYMHON 0OpallleHHs] B MEAUIIMHCKHUE YUPEKIACHUS
ABJSICTCS 3aJ€pXKKa II0JIOBOTO pa3BUTUA Yy JAeBoYeK 12-14 gjer: OTCYyTCTBYIOT
dbopMupoBaHUE MOJOYHBIX KeJe3, MOJIOBOE OBOJIOCEHHE U MeHCTpyauuu. [Ipuunnoit



TAKOTO COCTOSIHUS SIBJISIETCSI HEAOPA3BUTHUE TMOJIOBBIX OPraHOB. SIMYHUKUA y TaKHX
OOJIbHBIX MPEJCTABICHBI COCTMHUTEIILHOTKAHHBIMU TSXKaMH, MAaTKa TOXE 4acTO PE3KO
yYMEHbIIIEHA B pa3Mepax.

Kpome  ocHoBHBIX  mposBiennii  cunapoma  Illepemesckoro-Tepnepa
(HU3KOPOCTOCTH U HAPYILIEHUH MOJOBOTO Pa3BUTHS) JEBOYKH UMEIOT CHeIU(PUIECKUiA
BHEIIIHUM BHJI, TTO3BOJISIONINI 3aMI0I03PUThH 3TO 3a00JieBaHUM eIlé A0 HCCIeI0BaHus
XPOMOCOM.

TenocnoxxeHue y Takux manueHToB OpaxumopdHoe (kopeHactoe). Ha koxke
YacTO PacMo0KEHO MHOXKECTBO POAUHOK. [10100p010K HECKOIBKO BBHICTYIIAET BHU3,
yid pacnojoxkensl Husko. Illes koporkas u mmpokas. MHorma mo Ookam eé
PacCIONIOKEHbl KOXKHBbIE CKJIAnku (mTepuruyMmbl). JIuHUS pocTa BOJIOC HA 3aJIHEH
MOBEPXHOCTH III€W CHWXKEHA. ['py/Has KieTka IIupokasi, «umroodpaszHas». Cocku
paccTaBlieHbl ITUPOKO JAPYT OT Apyra (TUMepTesopu3M COCKOB). YacTo BBIABISIIOTCS
paznuuHbie aedopMani CKejleTa: BOPOHKOOOpa3Has TpyAHash KJETKa, BaJbl'yCHOE
MTOJIOKEHUE MPEATIICYAN U TOJICHEN U JIp.

HeBouku c¢ cungpomom lllepemeBckoro-TepHepa MOryT HUMETh MOPOKH
pa3BUTHs BHYTPEHHUX OpraHoB. Y 25% paeBouek OOHApYKHBAIOTCS BPOXKJICHHbBIE
MOPOKHM CepAIa: KOoapKTalus aopThl, pexe apyrue aHomanuu. [latonoruueckue
U3MEHEHUS CTPYKTYPhI IOUEK BBISBISIOTCS Y 38% OOJIBHBIX: MOJIKOBOOOpA3HAs MTOYKA,
OTCYTCTBHE OJIHOU MOYKH, YBOCHUE MOUYETOYHUKOB.

WNHTennekTyanbHOE pa3BUTHE MAIIMEHTOK C JTHM 3a0oJieBaHUEM OJIM3KO K
HopMe. OpHako JUIsi TaKMX OOJBHBIX XapaKTepHbl MH(PAHTHIBHOCTh U CHIKEHHE
MO3HABATEIbHBIX CIIOCOOHOCTEH, Yy30CTh HWHTEPECOB, Mayas MNPOIYKTHBHOCTH
MBIIIJIEHUS, TOTYUHSIEMOCTh, CBOEOOPA3HBIN JKUTEHCKUI MPAKTHITU3M.

I'maBHo#t mpoGaemoit B3pochbix ¢ cuaapoMoM lllepemeBckoro-Teprepa
aBigercs Oecruionne, XoTd ObUIO M3BECTHO HECKOJBKO CIy4daeB OepeMEeHHOCTEH Yy
YKEHIIMH C ITOJIHOW MOHOCOMUEN TT0 X-XPOMOCOME.

Mo3anunbie opMbl 3a00JIEBaHHS XapaKTEPU3YIOTCS CTEPTHIMU KIMHUYECKUMU
nposiBieHusMH. YacTh Takux OONBHBIX MOTYT HMMETh HOPMAaJbHOE WU TOJIBKO
HEMHOI'O 3aJepKaHHOE II0JIOBOE pAa3BUTUE, PETYJspHbIE MEHCTpyaluuu. Takue
NAlMEHTKU WHOT/1a UMEIOT IIOTOMCTBO.

Jledenue mpu 3TOM 3a00JICBAaHMHU HAMPABJICHO HAa HCIPABICHHUE WMEIOIIHUXCS
AHOMAJINH.

Ho 12-14 ner TakuM J[A€BOYKAM MPOBOJIUTCS TEpanusi, KOPPUTHUPYIOIIas
3aaepxkKy pocta. C 13-14 neT ucnoib3yroT mpenapaThl KEHCKUX MOJOBBIX TOPMOHOB,
KOTOpbIE  BBI3BIBAIOT  (OPMHUPOBAHWE BTOPUYHBIX TIOJOBBIX MPU3HAKOB U
MEHCTpyalnbHOTO Tukia. Ilpu HEOOXOOUMOCTH  ONEpaTHBHO  HMCHPABISIOTCS
BPOK/ICHHBIE TMOPOKH paA3BUTUS WM KocMeTuyeckue HapymeHus. CoBpeMEHHbIE
METOJbl TOPMOHAJIBHOM TEpamuu U HSKCTPAKOPIOPAIBHOTO OIUIOJIOTBOPEHUS C
WCIIOJIb30BAaHUEM JIOHOPCKOM SIMIEKJIETKH YK€ Jadud BO3MOXHOCTb POXKICHUS
3I0pOBOTr0 peOEHKAa HECKOJbKUM JKCHIIMHAM, HWMEIOIIMM MOHOCOMHI0 1Mo X-
xpomocome. Takum oOpa3om, oOecrednMBaeTCsS IIOYTH IIOJHAS KOMIICHCAITUS
MaTOJIOTUYECKUX MPOSBICHUHN Y 3TUX MallUEHTOK.

Cunapom Kiaitndensrepa Brnepseie Obunl omucan B 1942 rony. I[lpuumnoi
3a00JI€BaHUs SABJISIETCS HAJIMYME B KapUOTHUIE y MYXKYMH JOMOJHUTENbHOU X-
XPOMOCOMBI.

Yacrora cunapoma Knaitndensrepa cocraBnser 1 6onpHON pedbéHOK Ha 500-700
HOBOPOJKJIEHHBIX MaJbYUKOB.



Oxono 80% Bcex ciaydaeB 3a00JIeBaHUS CBS3aHbI C IPUCYTCTBUEM B KAPUOTHIIE
nonoJHUTeNbHOU X-XxpoMocoMbl (47, XXY). ¥ Takux Maib4iMKOB MOKHO OOHAPY>KUTh
tenbiia bappa B 15-25% »snurenuanbHbIX KIETOK CIM3UCTON IIEK, «OapabaHHBIC
najnouku». BerpeuaroTes manueHTsl, uMeronue 3 win 4 X-XpoMoCOMbI B KapHOTHUIIE
(48, XXXY un 49 XXXXY).

bepeMeHHOCTh, PONbI W TMEPUOA HOBOPOXKAECHHOCTH Y TaKoro peOEHKa He
OTJIMYAIOTCS OT HOPMAJIbHBIX. Y TPYAHBIX AETEH MHOIZA ONpPENENsIOTCS MaJIeHbKHUE
pa3Mepbl SIMYEK KaK €JAMHCTBEHHOE MposiBIeHUEe 3a0osieBaHusd. XapaKTepHas
KJIIMHUYeCcKas KapTuHa popmupyercsa npuMepHo K 12-15-netnemy Bo3pacry.

B stoT mepuon oObIYHO BHEpBbIE OOHAPYKUBAETCS HEAOPA3BUTHE MOJOBBIX
OpraHoB, OCOOEHHO SMYEK, YBEJIUYUBAIOTCS MOJIOYHBIE eje3bl (TMHEKOMACTHS).
BropuuHbie MonoOBbIE NMPU3HAKK BBIPAXKEHBI €1a00: POCT BOJIOC HA JIMIIE CKYAHBIH,
rojIoC COXpaHsieT BBICOKMI TemOp. TenocnmoxkeHne HECKOIbKO (EMUHHU3UPOBAHO C
OTJIOXKEHUEM >KHpa Ha O&Ipax W B HWKHEW 4YacTH KUBOTA. B pe3ko yMEHBIIIEHHBIX
SMYKax HE TMPOUCXOIUT crepMaroreHe3. HapymieHue pa3BUTHS TEHUTAIUN
COIMPOBOXK/IAETCA CTOMKUM OECIIIIOIUEM.

[Manmentsl ¢ cunapomom KiaitHdenbrepa 0ObIUHO BBICOKOTO pocta. Yacto
BCTPEUAIOTCSI M3MEHEHHUs CKeJieTa: JUCIPONOPIUOHANBHO JIIMHHBIE HUXKHUE
KOHEYHOCTH, CKOJIMO3, AehopMalius TpyJHON KIETKH. Y HEKOTOPBIX OOJBHBIX C 3TUM
CUHAPOMOM BBISBISUIUCH KaTapaKThl, CHUKEHUE CITyXa, BPOXKJEHHBIE MOPOKHU CEep/lia,
BapUKO3HOE PACIIMPEHUE BEH.

JloctarouHO  4YacTo |y MalbuuKOoB ¢  cuHApoMoM  KnalHdensTepa
pErHCTpUPYETCS YMCTBEHHAsi OTCTAJNOCTh JIETKOM CTENMeHW WM OCOOEHHOCTH
XapakTepa (BSJIOCTb, MHHUTEIBHOCTb, CKJIOHHOCTh K QJIKOTOJIM3MY U acOIMalbHOE
MOBEJICHKE), XOTS 3TO U HE MOCTOSHHBIN MPU3HAK.

CreneHsp TAKECTH YMCTBEHHOW OTCTAJIOCTH HAPACTAET C YBEJIMUYECHUEM yucia X-
XpoMocoM B KapuoTune 6oabHoro. Tak, 6ombHbIE ¢ 49, XXXXY cTpamaroT riryookoi
onmuroppenuein. B 1o ke Bpems uHTeIeKT y Joaed ¢ 47, XXY MOXeT ObITh
HOPMAaJIbHBIM.

B nedyeHnn TakMX MNAlMEHTOB MCIOJIB3YIOT MpenapaTrbl MYKCKHX IOJOBBIX
TOPMOHOB, KOTOpBIE KOPPEKTUPYIOT BTOPUYHBIE TMOJOBbIE MpuU3HAKU. OgHAKO
nmoso0Hasi Tepanmusi HE MPHUBOJUT K BOCCTAHOBJICHHUIO CIIEpPMATOreHE3a, T.. TaKue
00JIbHBIE UMEIOT CTOIKOE Oecruionne.

CuHIpOMBI TMONMHCOMUU X-XPOMOCOMBI ~ BKIIIOHUAIOT Ce0s TpPUCOMHIO X
(xapuoTtun mamueHTku — 47, XXX), tetpacomuto X (48, XXXX), nenracomuto X (49,
XXXXX). JononHuTenbHbIE X-XpPOMOCOMBI Y TaKUX JIIOAEH WHAKTUBUPYIOTCH,
MOATOMY TaKHE€ MATOJOTUYECKUE COCTOSIHUSA SIBISIOTCSI COBMECTHMBIMU C YKU3HBIO,
HECMOTPS Ha BBIPAKCHHBI XPOMOCOMHBIN JucCOaIaHC.

Tpucomust X-XpOMOCOMBI BCTpeUaeTcs: 4acto, npumepHo | mesouka Ha 770.
OOBIYHO Takasi MaToJa0rusi OOHAPYKUBAETCS MPU CIyYailHOM MacCOBOM OOCJIEJ0BaHUU
nerei. JKeHIIMHA C JAHHOW aHOMAaIME XPOMOCOM MOXKET HE€ HMMETh HHKAKHX
MATOJIOTHYECKUX M3MEHEHUN B CTPYKType M (pyHKIMsSX cBoero opranmsma. OmgHako
MpU TPUCOMUHU X C BO3PACTOM YBEIMYMBAETCS PUCK BO3HUKHOBEHHUS TMCUXUYECKHUX
3a0oneBanuii  (Hampumep, mu3oppeHun). JlocTaTOYHO YacTo TMpPU JAHHOM
3a00JIeBaHUM OTMEUYAETCs] YMCTBEHHAsl OTCTAJOCTh JIETKOW CTeneHH (AeOHIbHOCTH),
snuiencus. Peako  oOHapyKMBalTCs  Jpyrue  MaTOJOTMYECKHE  HM3MEHEHUS:
MHUKpoliedanusi, Kocoria3ue, CKOJHU03, BBICOKHI pPOCT, HAapYIIEHHE MEHCTPYaJlbHOU
(yHKIMU U Oecrioaue.



VYBenuueHue 4yucia XpoMOCOM B KapHOTHIE CONPOBOXKAAETCS yCYryOJIEHHEM
MOPa)KEHUs1 HEPBHOM CHUCTEMBI, (POPMUPOBAHUEM TMOPOKOB PA3BUTHUS U HAPYLIEHUEM
(YHKIIMU TIOJIOBBIX OPTaHOB.

IIpu TeTrpacomMum M NEHTACOMUM X-XPOMOCOMBI Yy ITAIMEHTOK OTMEYAIOTCS
3HAYMTENIbHAS YMCTBEHHAs! OTCTAJIOCTh, CyAOPOTH, HETOPA3BUTHE TEHUTAINM, IIOPOKH
pa3BUTHs KOHEYHOCTEH (MX MaJeHbKHE pa3Mepbl, CpalleHUE JIy4eBOW M JIOKTEBOM
KOCTEH), BpOXKACHHBIE TOPOKH CEp/La, HEOOBIUHbIN BHEIIHUI BUJ.

JInarHoCTMKa NOJMCEMUU X-XpPOMOCOMBI OCHOBBIBAE€TCSI HA MCCIEAOBAaHUU
KapuoTHna. 3akitodeHue 00 U30bITOYHOM KOJMYECTBE X-XPOMOCOM MOXKHO
MIPEABAPUTEIBHO CAENATh HA OCHOBAHUM MCCJIENOBAHUS MOJIOBOTO XpoMaTuHa. Tak, y
NalMEHTOK C TpucomMuen X-XpoMocoMbl OOHapykuBaeTcs mo 2 Tenblia bappa u 2
«OapabaHHbIE MAJTIOYKKW» B OJHOM KIJIETKE, MPU TETPACOMHH — COOTBETCTBEHHO MO 3,
IIPU IEHTACOMUH — 10 4.

OKOHUATENbHO JUArHo3 MOATBEPKAAETCS C MOMOILIBIO XPOMOCOMHOI'O aHAIMU3a,
BBISIBJIIIOLET0 AHOMAJIBHOE KOJIMYECTBO X-XPOMOCOM.

Meroauka Tepanuu NpU CHHAPOME MOJHUCOMHH IO X-XpOMOCOME AUKTYETCS
TEMHU MMATOJOTMUYECKUMH HAPYLIEHUAMH, KOTOPbIE OTMEUYAIOTCS Y MAllMEHTOK.

CuHApOM TONMCOMHHM  Y-XpOMOCOMBI, PETUCTPUPYETCS  TOXE  4YacTo.
BonpmmHcTBO manumeHtoB umeer kapuotun 47, XYY. Yacrora 3TOM Naronoruu
coctaBisier 1 cimywaii Ha 1000 ManpuuMKOB. 3HAUUTENIBHO PEXE PETHUCTPHUPYIOTCS
tpucoMuu Y-xpomocombl (48, XYYY) u terpacomun Y (49, XYYYY). Hdns
HAalMeHTOB C MOJIMCOMUEH Y-XpOMOCOMBI XapaKTEpHBI: BBICOKMM pocT (dacTo Oonee
190 cMm), yuiMHEeHHne KOHEUHOCTeH, Ipy0oBaThle YepThl JIMIIA, HApyIICHUE MTOBEIECHUS
(arpeccHBHOCTb, aCOLMAIBbHBIE MOCTYNKH). Y HEKOTOPHIX OOJIBHBIX € BO3pacTOM
pa3BUBaeTCs MMU30(PPEHUS U SMUIIETICHSL.

YacTto perucTpupyercsi yMCTBEHHAsl OTCTAJIOCTb, CTENEHb TKECTH KOTOPOM
3aBHCUT TaK)K€ OT KOJIMYeCTBa Y-XPOMOCOM B KapuOTHUIIE MajbunKa. Yem ux Oosnble,
TEM 3HAYUTEJIbHEE UHTEIUIEKTyaJIbHASL HEAOCTaTOYHOCTb.

JIoCTaTO4HO 4YacTO BBIABISIFOTCS AHOMAIWK Pa3BUTHS IOJOBBIX OPraHOB:
KPUNTOPXU3M (HE OIYLICHHBIE B MOLIOHKY SIMYKH), HEJOPAa3BUTHE SIMYEK U TOJOBOTO
yieHa. OgHAKO MHOTHE MY>KUYHHBI C IIOJTUCOMUEN Y -XpPOMOCOMBI MOTYT UMETh JIETEH.

B HekoTOphIX ciyyasx JUCOMHS Y -XpOMOCOMBI OOHapyXHUBaeTcs MpH
cuaapome Knaintndensrepa. Kapuotun takux GompHbIXx — 48, XXYY. Knuaudeckas
KapTMHAa 3TOro 3a0o0JieBaHUS HE OTJIMYAeTCs OT OOBIUHOM MpU CUHApPOME
Knaindensrepa.

HccnenoBanne 1OJNIOBOrO  XpOMAaTHMHA MPHU  IOJHUCEMUH Y -XPOMOCOMBI
OoOHapy»XWBaeT HaJW4YME HECKOJBKHUX F-Temer B OMHOW KIETKE: NpH JUCOMHUU Y -
XPOMOCOMBI — 2 TeNblIa, P TPUCOMUHU — 3 TeJbLA, IPHU TETPACOMUH — 4.

I[Ipu nucomum mno Y-xpoMocoMme JieueHHsT OObIMHO He Tpedyetrcs. OHO
IIPOBOJMTCS  TOJIBKO TNPH  HAJIWMYUMU  SIBHBIX  IATOJIOTMYECKUX  U3MEHEHUU
(ropMOHOTEpanKsl NpU HEAOPA3BUTUN TE€HUTAIWNA, MPOTHBOCYJOPOKHASL TEpanus |

T.J1.)

Puc. Hepacxo;xz[eHI/Ie MOJIOBBIX XpOMOCOM
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HoBopoxnenusie Manbunku ¢ kKapuotunoM 47,XXY GheHOTUNHYEeCKH HOPMaIbHBI, €
(U3HOIOrMYECK HOPMAJIbHBIMU MY>KCKUMU HAPYKHBIMU TIOJIOBBIMH OpraHaMu u 0e3
Kakou-1100 BUIMMON arucMopdun. OCHOBHBIE KJIMHUYECKUE TIPOSBICHUS CUHIPOMA
Knaiindenbrepa, BKItOUYaroe BHICOKUN POCT, MaJ€HbKHE SIMUYKU U OecIioine
(a3oocriepmust), CTAHOBSITCS] BRIPAXKEHHBIMU B MTOCTITYOEpTaTHOM nepuoje. Y
nanueHToB ¢ cuHapomMoM KiaitHdenbrepa NoBBIIEH PUCK ICUXUUYECKUX PACCTPONCTB,
PAcCTPONCTB ayTHCTHUECKOr0 XapaKkTepa 1 COLUaIbHbIX TPo0aeM. Y MalueHTOB ¢
JUArHOCTUPOBAHHBIM cuHJIpoMoM KiaiiHdenbTepa cienyeT OlleHUBaTh
HEBPOJIOTMYECKUI CTATyC U HAMPABIATh K SHAOKPUHOJIOTY.

47, XYY

JInna ¢ kapuotunoM 47,XYY HMEIOT BHICOKUH POCT, Y HUX MOKET OTMEUAThCS
yMEpEHHas 3aJepKKa B IBUTATEIILHOM U pE€YEBOM Pa3BUTUU. {111 MHOTUX U3 HUX
TpeOyeTCsl MOBBIIIEHHOE BHUMaHKE K 00y4€HHI0, HO, KaK MPaBUJIO, BCE OHU y4aTcs B
OCHOBHBIX 00111€00pa30BaTeNbHBIX IIKoJax. [lo0BO€ pa3BUTHE MPOXOIUT HOPMATILHO
1 OOJIBIIMHCTBO MATbYMKOB (hepTHiIbHBL. 3-32 HEBBIpA)KEHHOCTH (EeHOTHUIIA U
OTCYTCTBUS CBSI3aHHBIX C 3TUM MPOOJIEM CO 3I0POBHEM, MHOTHE JIUI[A C KAPUOTUIIOM
47,XYY Ha NpOTSIKEHUHU BCEH X KU3HU OCTAIOTCS HEIMArHOCTUPOBAHHBIMU.

Panee coobmanock, uro y Myk4uuH ¢ 47,XYY MOBBIIIIEHA arpeccus, YTO BhIPAKACTCs B
UX arpecCUBHOM MoBeeHnd. OHAKO TOCIEYIONINe KPYITHOMACIITaOHbIE
COBMECTHBIE UCCIIEJOBAHUS EBPOIEMCKUX U AMEPUKAHCKUX T€HETUKOB IOKA3aJIH, YTO
CTaTUCTHUKA MOBBIIICHHON KPUMHUHAIIBHOM JIEATEIIBHOCTA MYX YHH ¢ XYY
KOpPPEIUPOBAIIA C UX HU3KUM COLUAIBHO-DKOHOMUYECKUM CTATyCOM IO IPUYMHE
Huskoro 3HadeHus [Q (okono 10 6amioB), 94To MPUBOIUIIO K ONPEACICHHBIM
TPYAHOCTSIM C 3aKOHOM H, Yallle, HE3HAYNUTEJIbHBIM IPABOHAPYLICHUSIM. Y JIUIL C

47, XYY ormedarorcsi 6oiee BRICOKHE TTOKA3aTeN CUHApOMa Je(UIUTa BHUMAHUS
TUIIEPAKTUBHOCTH, a TAKKE PACCTPOMCTB AYTUCTUYECKOTO Xapakrepa. Takum
MalMEHTaM PEKOMEHAYETCSA OLICHKA UX HEPBHO-TICUXUYECKOTO PA3BUTHSI, YUUTHIBAS
HIMPOKYIO PACIPOCTPaHEHHOCTh TPYAHOCTEH B O0YYEHUH U MOBEICHYECKUX MTPOOIIEM.
47, XXX

47,XXX (oHa e TpUucoOMHUs IO X-XpOMOCOME) SIBJIIETCSI CAMOM PacrpoCTpaHEHHOM
MaTOJIOTUEN MOJOBBIX XPOMOCOM Y KEHIIUH. Tpucomus no X-xpomocome
JIMArHOCTUPYETCS BHYTPUYTPOOHO B XOJI€ FTEHETUUECKOTO CKPUHUHTA. Y JKEHIIHH C
KapuoTuioM 47,XXX HET NOBBIIIEHHOTO PUCKA PA3BUTHS IJ10/1a C XPOMOCOMHBIMH
AHOMAJIMSIMH.

O6cnenoBanue 155 xenmun ¢ kapuotunom 47, XXX nokasano, yto 62 npoiieHTa u3
HUX ObUTH (pU3HUECcKu HOpMalbHBIMU. Takum o0Opa3om, it OOJBIIMHCTBRA JIUII C
kapuotunoM 47,XXX nuar{Ho3 HUKOT/1a HE YCTaHABIUBAETCA. Y *eHIUH ¢ 47, XXX
OTMEYaeTCsl BRICOKHUM pOCT; (CpeaHsisl IJIMHA OKPYKHOCTH TOJIOBBI BAPHUPYET B



npenenax 25 - 35 npoueHTWIb, OJTHAKO K IMTOAPOCTKOBOMY BO3PAaCTy JJIsI MHOTHX
MOXeT gocTturath 80 mpoueHTub). [looBo3penocts u PepTUIHLHOCTH Yallle BCETO B
HOpPME, HO MOKET OTMEUYAaThCA MPEKAEBPEMEHHOE yracaHue (PyHKIUMU THYHUKOB.
B cnenyromem o0cnenoBaHny OAMHHAALATA MIIaJeHIEB ¢ kKapuoTunoM 47,XXX Obuio
MOKAa3aHO, YTO KO3 (DUIIMEHT UHTEIJIEKTa AEBOUYEK C pokaeHus Obu1 Ha 15-20 Oamios
HUXKE, 4eM y ux 0parbeB. [10aTOMy pekoMeHIyeTcsl OTCIEeKUBATh 3aJI€PKKHU B
Pa3BUTHU U BBISBIISITH HAJTUYUE TICUXOJIOTHYECKUX MPOOJIEM B JabHEHIIIEM.

Hpyrue 3aboneBaHus
Coobmanock o 6osiee ueM cta ciydasx kapuotuna 49, XXXXY, no MeHble Mepe
nBaanaty ciaydasax 49, XXXXX u Heckonbkux - 49, XYYYY. IIpocnexuBaercs
npsiMast 3aBUCUMOCTb MEXKy YHCIIOM JOTOJHUTEIIBHBIX MTOJOBBIX XPOMOCOM U
TSOKECThIO (DEHOTUMMYECKUX MIPOSIBICHUM Yy MalMeHTOB. B uccnenoBanuu tetpa- u
NIEHTACOMHUH TMOJIOBBIX XPOMOCOM CJI€JIaH BBIBOJ O TOM, YTO MOJIUCOMHUS 0 X-
XpOMOCOME CBsi3aHa ¢ 0oJiee TSKKUMHU MOCIEACTBUIMU, YEM MOTUCOMHUS MO Y -
xpomocome. bplio nokaszaHo, 4To ypoBeHb UHTEIUIeKTa [Q cHuxkaercst Ha 10 myHKTOB
C KaXX70M JMiHen X-XpOMOCOMOM OT UX HOPMAaJIbHOI'O YMCIIa.
49, XXXXY XapakTepHbIMU KIMHUYECKUMU yepTamu kapuoTtuna XXXXY sBiIsroTCA
3amnaBiiiasi IEPeHOCUIIa C IMUPOKUM WM MPUTIOJHITHIM KOHUMKOM HOCA, IITUPOKO
pacmoioKeHHbIE TJ1a3a, BEKO-HOCOBBIE CKIIAJKU, CKEJIETHBIE MATOJIOTUHU (0OCOOCHHO
Jy4eJI0KTEBOM CHHOCTO3), BPOXKJECHHBIE CepICUHbIC 3a00JIeBaHMs, YHIOKPUHHBIE
paccTpoiCTBa U BBICOKAS CTENEHb TMIIOTOHAM3Ma U TUIIOreHUTannu3Ma. Takxe
OOBIYHBIM SIBJISIFOTCS BBIpAXKEHHAS YMCTBEHHAs OTCTAJIOCTh U YMEpEHHas
HU3KOPOCIOCTh. XOTS JUL C TAKUM KapUOTUIIOM YaCTO OTHOCST K CITy4asiM CHHJIpOMa
Kunaitadensrepa, Bce xapakrepHble 4epThl XXX XY JTOBOJBHO OTYETIMBO YKa3bIBAIOT
MMEHHO Ha JIaHHbIN (EHOTHII.
49 XXXXX'V xenHmuH ¢ kapuotunoM 49, XX XXX (meHTacomMusi 1Mo X-XpoMOCOMeE)
BCErJa MIPUCYTCTBYET YMCTBEHHAS! OTCTAIOCTb. [[pyrue nposiBIeHus, TAKUE KaK
YEpHEHO-JIULIEBBIE, CEPJIEUHO-COCYIUCTHIE U CKEJIETHBIE TATOJIOTMHU JOBOJIBHO
HEMOCTOSIHHBI. Y MallMEHTOB, CTPAJIAIOMIMX IEHTACOMUEH MO X-XPOMOCOME, MOTYT
IPOSIBIIATHCS CXOXKHE YEPTHI C TEMU, YTO HAOJIIOIat0TCs pu cuHapome [layHa.
Jly4enoKkTeBoi CHHOCTO3 TaK)K€ YaCTO BBIPAXKEH y MAIIUEHTOB C OOJIBIIINM YHCIIOM X -
xpomocoM. HekoTopsie manueHTsl uMetoT Mo3auiu3M 48, XX XX n 49, XXXXX.
Moszaumusm 45,X/46,XX
Oto0 Hanbonee paclpoCTpaHEHHBIN MO3aUIIU3M MOJIOBBIX XPOMOCOM, KOTOPHIi
JAAarHOCTUPYETCS MPYU AaMHUOLICHTE3€E U ITPEHATAIbHOM KapUOTUIIUPOBAHUH. Y JIUII C
JaHHBIM TUIIOM MO3auIIM3Ma UMEIOTCS OoJiee JIETKUE KIMHUYECKUE YePThl CHHIPOMA
Tépuepa. MHOrMe KEHIUHBI ITPOLLIIN [TOJIOBOE CO3PEBAHUE U CMOTIIA BOCIIPOU3BECTH
ITIOTOMCTBO.
N3 156 mpeHaTanbHO TUArHOCTUPOBAHHBIX CiIydaeB Mo3aunn3ma 45,X/46,XX 14%
CJIy4aeB UMEIU HEHOPMAJIbHBIN NCXOA. bblIO 3aperucTpupoBaHo nBa
MepTBOopoXkaeHus 1 20 ciiydaeB HEeHOpMaiIbHOTO eHoTrmna (y 12 uMennch HEKOTOPBIE
yepThl cuHapoMa TE€pHepa, a OCTalIbHbIE 8 HOCHIIM XAPAKTEpP aHOMAJIUN, BO3MOYKHO, HE
CBSI3aHHBIX C HUM). bosee 85 % neBouek uMenu HOpMaIbHbIN (PEHOTHUIT TPU
pPOXIeHUH, JIMOO OH OBLT YCTAHOBJIEH MO pe3yJbTaTaM MEIUIIMHCKOTO MPEPhIBAHUS
o6epemenHocTu. OHAKO, TIaBHbBIE YEPTHI CUHIpoMa TEpHepa (Takue Kak HU3KUM poCT
1 OTCYTCTBUE BTOPUYHBIX MOJOBBIX MPU3HAKOB) MPOSBUINCH TOJIBKO B IETCTBE WU
IOHOCTH, Y HE ObLJIM 3aMEYEeHBI B MJIaJICHUECTBE. Y HEKOTOPBIX )KEHIIUH C



HOpMaJIbHBIM ()EHOTHUIIOM, NPU HAPYIIEHUU (DYHKIIUU SUUHUKOB, BBISBIISICTCS
Mo3aunu3M 45,X/46,XX.
Mo3zanuusm ¢ HannuueM 45,X/46,XY uMmeeT IUpoKuil peHOTUIMUYECKUI CIIEKTP.
Hanpumep, B petpocniektuBHOM cepuu 151 nocTHATanbHO TMArHOCTUPOBAHHBIX
ciayyaeB mo3aunuzma 45,X/46,XY, 42 % naiueHToB — JAEBOYKH 1O (EHOTHUILY, C
HAJIMYUEM TUIIMYHOTO WA HETUMIMYHOTO cuHapoma TépHepa. Eme y 42 %
HaOJII0/1a]TUCh HEeOMpeIeIEHHbBIE HApY>KHbBIE MOJIOBBIE OPraHbl 1 aCUMMETPUYHBIE
rOHaJIbl (CMEIIaHHBIN rOHAAHBINA JUCTEeHE3), HaKOHell, ¥ 15% Obl1 My>KcKoi (peHoTu
C HeNoJHOM MacKynuHu3anue. Takum oOpa3oM, Bce ciyyau, IMarHOCTUPOBAHHBIE
MOCTHATAJIbHO, ObUTN (peHOTUNMYECKH MaToJIornyHbiMU. Hanpotus, cpeau 80
IpeHaTaIbHO JUArHOCTUPOBAHHBIX ClydaeB Mo3auiruima 45,X/46,XY 74 92,6% Obuiu
HOPMAaJIbHBIMU IO ()EHOTHUTTY MaJTbUYUKaMHU.
MeTobl IMarHOCTUKHU HACJIEACTBEHHBIX 3a00JI€BaHMM.
YabTpa3BykoBoe 00Cie10BaHuUE.
B 70-e rogst Ha 1Y MexayHapoJHOM T€HETUUECKOM KOHIPECCE MPO3BYyYasa ujes o
BHEJIPEHUU B MEJIUIIMHCKYIO MPAKTUKY JOPOJIOBOM IMArHOCTUKHU HACIIEICTBEHHBIX
3a0oneBanuii. CeroiHs HauboJiee MIMPOKO UCTIONB3YETCS METO/ YIbTPa3BYKOBOTO
oOcnenoBanus. [ 1aBHOE €ro JOCTOMHCTBO COCTOUT B MaCCOBOCTH OOCJIEI0BaHUS U
BO3MOKHOCTHU BBISIBUTH OTKJIOHECHMs Ha 18 — 23 Henene OepeMEeHHOCTH, KOT/1a T1J10/T
eni€ caMOCTOSTENIbHO HEKU3HECTTOCOOEH.
AMHUOLICHTE3.
Ha cpoke 6epemennoctu 15-17 Henmenb MpOKaIBIBAIOT IIMPUIEM IJIOHBIN MYy3BbIPh U
OTCaChIBAIOT HEOOJIBIIIOE KOJMYECTBO IUIOJHOM JKHUIKOCTH, B KOTOpPOM €cCTh
CIYLWIEHHbIE KJIETKU 3MUAEPMHUCA IUI0Ja. DTH KIETKU 2 — 4 HEJEeNW BBIPAIMBAIOT B
KyJIbTyp€ Ha CHEHHAIbHBIX NUTATEIbHBIX CpeJax. 3arTeéM C  I[OMOUIbIO
OMOXMMHUYECKOTO aHaJIn3a U U3Y4YEeHHUsS] XPOMOCOMHOI'0 Ha0Opa MOKHO BBISIBUTH OKOJIO
100 reHHBIX U TMPAKTUUYECKH BCE XPOMOCOMHBIE M T€HOMHBIC aHOMaIuu. Metoa
aMHUOIICHTE3a YCIICHTHO HCIONb3yeTcs B SAnonun. 3nech 00s3aTenbHO U OECIIaTHO
oOcneAyIoT BCeX JKEHIIUH cTapiie 35 JIeT, a TakKe JKEHIIUH YK€ MUMEIOIIUX JeTeH C
OTKJIOHEHUSIMU OT HOPMBI. AMHHOLIEHTE3 — OTHOCUTEIBbHO TPYNOEMKas W
JOPOroCcToAIIAsl MPOUEAYpPa, HO DKOHOMUCTBI MOJCYUTAIN, YTO CTOMMOCTh AaHAJIHM3a
st 900 >KEHIIMH HAMHOTO JICIIEBIIEC, YeM CTOMMOCTh PUKU3HEHHOM TOCTTUTATIU3ANT
OJTHOTO OOJILHOTO C HACJIEICTBEHHBIMU aHOMATUSMH.
LIUTOT€HETUYECKUN METOJI.
N3yuaroTcss 00pa3ibl KPOBU JIOJEH € LENIbI0 ONPEIEICHUs] aHOMAINIl XPOMOCOMHOTO
anmapara. OcoOEHHO Ba)XHO ATO TPHU OMPEEICHUH HOCHUTEIhCTBA 3a001eBaHUN Yy
TETEPO3UTOT.

buoxuMuueckui METOI.
OCHOBBIBAaCTCSl Ha TCHETHYECKOM KOHTPOJIE CHHTE3a O0elIKOB. Perucrparus pa3nuaHbIxX
BHJIOB OCJIKOB ITO3BOJISIET OIICHUTH YaCTOTY MYTAaIlUH.




3akpernieHue.
Pemenue cuTyallMOHHBIX 3a/1a4:
1.Onpenenuth aHOMaibHbIE KAPUOTHUIIBI 1O (HOTOrpapusiM OOJIbHBIX.
2. 3yuenue aHOMaJIbHBIX (PEHOTHUIIOB M KIMHUYECKHUX MPOSBICHUN N€HHbIX
3a0oneBanuil o pororpadusam OONbHBIX.

1.B anada3ze MuTo3a y yenoBeka He pa3oLLIUCh:
A) oJ1Ha mapa XpoMOCOM,
b) nBe mapsl XxpoMOCOM.
Onpenenure KOJIMYECTBO XPOMOCOM B JOUEPHUX KIIETKAX.
2. Onpenenurte, Kakue U3 yKa3aHHBIX 3a00JIeBaHUIN YeTOBEKA HE CBSI3aHBI C
HapyILIEHUEM PACXO0XKJICHUS B MEH03€ XPOMOCOM:
A) cunnpom Jlayna,
b) cunnpowm Illepemesckoro-Tepuepa,
B) cunapoM «xoIaybero Kpuka,
I') cungpowm Ilaray,
) cunapom Knaitudensrepa.
3. Kakum Oyner 4mciio XpoMOCcOM y YeloBeKa B HEPACXOKIEHUE OJTHOM U3 Maphl
XpOMOCOM HaOJII0JaeTCsl:
A) B anadaze 1 meiio3sa,
b) B anadasze 2 meiiosza?

CamocTosTenbpHast paboTa 00yJaroIIuXxcs

1. N3yueHne 0CHOBHOM M JIONIOJHUTEIIBHON JINTEPATYPHI.

2. Paborta ¢ 00yyaromumMu U KOHTPOJIMPYIOIIUMU 3IEKTPOHHBIMHU ITOCOOHUSIMH 10
Teme: «XpOMOCOMHBIE OOJIE3HU»

3. [ToaroroBka pedepaTUBHBIX COOOIIEHUH TIO TeMe: «XPOMOCOMHBIE 0OJIE3HHU.

I'eHHbIe O0JIE3HNU»

JlomaiiHee 3a1aHue
1.Py6an D./[. I'eHeTnka yeaoBeka ¢ OCHOBaMHU MEJIUIIMHCKON TeHEeTHKH. PocToB-Ha-
Hony.: ®ennkc, 2014.¢.180-229

2.CocTtaBiieHHuE JJIEKTPOHHBIX MPE3EHTAIUN 10 TeMe « XPOMOCOMHBIE OOJIE3HM»



Kputepuu orieHKH 3a YCTHBIN OIPOC (KOHTPOJBHBIE BOIIPOCHI )

Ouenka "5" cTaBuUTCS, €CIM 00yUYarOIIUICS: ITOKa3bIBAaeT IIIyOOKOE M IOJIHOE 3HAHUE U
IIOHMMaHUEe MaTepuaia; MoJIHOe MIOHUMAaHUE CYITHOCTH PacCMaTPUBAEMbIX MMOHSATHH,
SIBIICHUM U 3aKOHOMEPHOCTEM, TEOPU, B3AUMOCBSI3€M; YMEET COCTAaBUTh MOJHBIA U
IIPaBHJILHBIN OTBET; IIPABIIILHO U 0OCTOSATEIFHO OTBEUYAET Ha JOTOJHUTEIbHBIC
BOIIPOCHI; JIOMyCKAaeT He O60Jiee 0HOT0 HeJ0uETa, KOTOPBIH JIETKO UCIIPABIISCT.

Orenka "4" ctaBUTCS, €CIM 00YJarONTUNACS: TIOKa3bIBAET 3HAHUE BCETO U3YUECHHOTO
MaTepuana; JaéT MOJHBIA U MPaBUIIBLHBIN OTBET; TOMYCKAeT HE3HAUNTEIIbHBIC OIIUOKH
¥ HeT0YETHI; HEOObIITNE HETOUHOCTH B (DOPMYITUPOBKE MOHATHI; MaTEpHall U3JlaracT
B JIOTUYECKOM MOCTIEA0BATEIBHOCTH, IOMyCKast HETPYOyIO OIMMOKY WIIH JIBa HEIOUETA,
KOTOpPbIE MOYKET UCTIPABUTD.

Ormenka "3" ctaBUTCS, €CIM 0O0yJarONIUIACS: U3JIaraeT MaTeprai ()parMeHTapHO; HE
BCeT/Ia MOCJISA0BATEIBHO, IOMYCKAET OMMOKH TP (POPMYTHUPOBKE BHIBOJIOB, OIITMOKH
IIPHU OTIPEJICIICHUH TIOHITHI; OTBEYACT HEIOJHO Ha BOIIPOCHI MPEIOAaBaTelIs.

Ouenka "2" cTaBUTCS, €CIM O0YYarOUIUIACS: HE pACKPHIBAET OCHOBHOE COACPIKAHUE
MaTtepualia; He JieJaeT BBIBOJOB M 0000IIeHN; JOImyCcKaeT 0ojiee IByX rpyObIX

OIHI/I6OK, KOTOPBIC HC MOXKET UCIIPABUTD JAXKC IIPKU ITIOMOIIH IIPCIIOAaBaTCIIA.

[Tpunoxenue 3.



	Количественные аномалии хромосом
	Трисомия 21(синдром Дауна) чаще всего обусловлена наличием лишней копии хромосомы 21 (трисомия 21). Детям с синдромом Дауна свойственны:
	Синдром Кляйнфельтера (ХХ или XXXV) Проявляется у лиц мужского пола в период полового созревания и характеризуется атрофией яичек, гиалинизацией семенных канальцев, бесплодием и, часто, гинекомастией. Частота синдрома Кляйнфельтера составляет 1: 500 м...
	Синдром Тернера, Шерешевского - Тернера (ХО, структурные аномалии или мозаицизм) характеризуется женским генотипом при отсутствии яичников (дисгенезия гонад, или гонадный дисгенез). Больные имеют низкий рост, широкую грудную клетку с большим расстояни...
	Структурные аномалии хромосом
	47,XYY
	47,XXX
	Другие заболевания
	Мозаицизм 45,X/46,XX


