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HOACHUTEJ/IBHAA 3AIINCKA

JlanHoe MeToauueckoe mnocobue mo yueOHON aucnuniauHe «leHeruka
YeJI0BEKAa C OCHOBAMM MENMIIMHCKON I'€HETHKN» COCTaBIEHO Ha ocHOBE DenepanbHOro
rOCyJapCTBEHHOT0 00pa3oBaTeIbHOIO CTaHAApTa MO CHEUUATBbHOCTU CPEAHETrO
npodeccruoHanbHOoro obpaszoBanus  34.02.01 CecTpuHCKOE €710 B COOTBETCTBUU C
paboueii mporpaMmoii. B pe3ynbsrare 0CBOCHHSI TEMbI O0YUaIOIIMICS JTOKEH OBJIAIETh
cneayromumu komnerenuusmu OK1, OK2, I1K1.2, I1K1.3, TIK 2.3.

[IpeacTaBieHHOE METOAMYECKOE MOCOOME MOXKET OBITh HMCIOJb30BAHO
oOy4arolMMHCs KaK Ha 3aHATHAX, TaK U BO BHEypouHoe Bpems. OHO IMO3BOJISIET, HE
npuberasi K APyruM MCTOUYHUKAM, TIOJTHOCTBIO M3YYUTh TeMy 3aHsTus. OOydarommecs,
HEJIOCTATOYHO XOpOIIO YCBOMBIIME Marepuand IO JAHHOM TeMe B OTBEICHHOE
yuyeOHOE BpeMs WJIM NPONMYCTUBIIHE 3aHATHE, MOTYT HCIIOJIH30BaTh JaHHOE
nocoOue Il CaMOCTOSITEIBHOTO W3YYCHHS MPOIMYIIEHHOW TEMbl M CaMOKOHTPOJIS
3HAHUU.



MOTUBALIUA

I'eHeTnka — 3TO Hayka O HACJIEACTBEHHOCTH M W3MEHUYMBOCTHU. 3aKOHBI, JIEKAIIWUE B
OCHOBE COBPEMEHHOW T€HETHUKO-XPOMOCOMHON TEOpUHM HACJIEIACTBEHHOCTH, OBLIU
OTKPBITHI el B Hayane XX croyetus. OcoOeHHO OONBIINX YCIIEXOB JOCTHUITIA TeHETHKA
B [IOCJIE/THEE BpEeMsI B CBSI3U C BHEJIPEHUEM B OMOJIOTHIO JJOCTHIXKEHUN (PUBUKU, XUMUU, U
WX TIPUHIUMITMAIBHO HOBBIX HaIlpaBJI€HUU. XPOMOCOMHBIE OOJIE3HU MM XPOMOCOMHBIC
CHUHAPOMBI — 3TO KOMIUIEKCHI MHOMXECTBEHHBIX BPOXICHHBIX IMOPOKOB pPa3BUTH,
BBI3bIBAEMbBIX YMCJIOBBIMUA WM CTPYKTYPHBIMU U3MEHECHUSIMH XPOMOCOM, BUJIUMBIMU B
CBETOBOM MHKPOCKOIl. B HacTosiee BpeMss MEAUIIMHCKUM paOOTHUKAM BCE 4Yallle
MPUXOAUTCS UMETh JEJI0 C HACJCICTBCHHOM IATOJOTHMEM, YUCIO0 KOTOPOW MOCTOSHHO
pacTeT, OTMEUYArOTCS HOBbIC (DOPMBI HACJICICTBEHHON ITaTOJOTHMH. DTH 3a00JIeBaHUS
MOTYT C BBICOKOM BEPOATHOCTHIO SIBUTHCS IPUYMHOW HMHBAJIUIHOCTU WIH
npexJaeBpeMeHHONW rubenu nanueHta. [loAToMy B COBpPEMEHHBIX YCIIOBHUAX
MEJIMIIMHCKAsA CEeCTpa JOJKHA UMETh NMPEACTABICHUE O PA3JIMYHBIX HACIEICTBEHHBIX
MaTOJIOTUSIX, O MPUYMHAX UX BOSHUKHOBEHUS, BOBMOKHBIX MEpax NPEeAyNpeKACHUS UX
BO3HUKHOBEHUS, 00 0COOEHHOCTAX yX0/1a 3a OOJIBHBIMU C HACIEICTBEHHOM MMaTOJIOTHEH.

Llens 3auamus.

chopMymHpoBaTh MPEACTABICHUE O MyTAITMOHHOW U3MEHYMBOCTH, XPOMOCOMHBIX
AHOMAJIMSX YEJIOBEKa U 00YCIIOBIIEHHBIX MU CUHJPOMAaMHU.

Ob6vuarowuiics 0oaxceH 31Hamo.:

» lloHATHSA «MyTaIus), «KMyTaHT», KMyTareHe3», «<MyTareHHBIN (hakTopy.

» CBoiiCTBa MyTaIIHH.

» Knaccudukanuu MyTanuii o npuanHaM, 10 MyTHPOBABIITUM KJIETKaM, IO UCXOTY
JUTSI OpTaHU3Ma, 110 U3MEHEHHIO (DEHOTHITY, IT0 H3MEHEHHUIO TEHETHIECKOTO
Marepuaia.

» MexaHH3M BO3HHKHOBEHHS 3a00JIeBaHU, 00YCIOBIIEHHBIX CTPYKTYPHBIMU
1 KOJIMYE€CTBEHHBIMU aHOMAJIUSIMH XPOMOCOM.

» XapaKTepUCTHKY 3a00JICBaHUI, 00YCIOBICHHBIX CTPYKTYPHBIMU U
KOJTMYECTBCHHBIMU aHOMAJTHSIMH XPOMOCOM.

OOvuaowuics QoaMceH _YMemy.:

» JlaBaTh XapaKTEpUCTHKY OCHOBHBIM BHIaM MYyTalliil U (pakTropaM MyTareHesa.

» AHaIM3UPOBATh KAPUOTHUIIBI JIIOACH C PA3IMYHBIMU XPOMOCOMHBIMHU aHOMATHSIMH.
» Ompenensats o poTtorpadusM To WIH HTHOE XPOMOCOMHOE 3a00JICBaHHE U
Ha3bIBaTh €r0 OCHOBHBIE PU3HAKHU.



TEMA 3AHSTUS: MyraunonHnas u3MEHIUBOCTD

BUJI 3BAHATUSA: xomOuHMpOBaHHOE (TEOPETUYECKOE -  JIEKIIMOHHOE C
AIIEeMEHTaMU O€Ce/Ibl).
BPEMS, OTBEAEHHOE HA U3YYEHUE TEMbBI: 90 munyT.

MECTO ITPOBEJIEHU A 3AHSTHS: kabrHET TeéHETHKH YE€JIOBEKAa C OCHOBAMH
MEJIULIUHCKOM T€HETUKH.



MEXKIAUCHUIIJINMHAPHBIE CBA3AU

OBECIIEYUBAEMBIE U OBECIIEYUBAIOIIHUE

Hucuyunnuna

Pa3zoenvt u memot

buonorus

XpomocomHas teopust T.Moprana. [ eneTuka
nona. HacneacTBenHas M3MEHUYMBOCT.
3abosieBaHus, CBsI3aHHBIE C K3MEHEHHEM YHCIIa
XPOMOCOM.

I'urnena u sKoJIoTHs YeIoBeKa

Oprmammaﬂ cpcaa u €€ TNrMEHUYICCKOC
3Ha4YCHUC.

OCHOBEHI MI/IKpO6I/IOJIOFI/II/I 1 UMMYHOJIOT'HHA

Bupyconorus. bakrepuonorusi.

dapmakoorus

O6mas hapmakonorus

OCHOBBI HATOJIOTUH

3HadycHHe Oprxcanmeﬁ CpCabl U CBOICTB OopraHu3

Ma

ITpU MaToOJIOTrnu.




BHYTPUAUCLHUIIINHAPHBIE CBA3U

[uronornveckue u OMOXMMHUECKHE
OCHOBBI HACJIEICTBEHHOCTH I'eHeTnka u OHTOTrEeHE3

MyTaIII/IOHHaSI H3MEHYHNBOCTDH

[Mpodunakruka HACIEACTBEHHOM BrisiBneHre MyTareHoB B
MaTOJIOTUU OKpPYXKaIOIlEl Cpe/ie U KOCBEHHAs
OLIEHKA BO3MOXKHOTO UX BIUSHHUS
Ha OpraHu3Mm.



IIJIAH ITPOBEJIEHUS 3AHATUA:

1. Opeanuzayuonuviti momenm (perucTpanus OTCYTCTBYIOIIUX; IPOBEPKA
BHEIIIHETO BHJA; O3HAKOMJICHHWE CTYIACHTOB C TEMOH, ETSMH M TUIAHOM 3aHSTHS,
BBOJIHOE CJIOBO C LI€JIbI0 HAUYAJIbHON MOTHUBALIN).

5 MuH.

2. Koumponb ucxo0Ho20 ypoeHs 3uanuii (BRIIONTHEHHE NMHCHMEHHEIX MpoBepodHsbIx | 1OMUH
3aJlaHuil).

3. Iloogedenue umoz206 KOHMPOIs UCXOOHO20 YPOBHSL SHAHUII. 5 MuH.
4. H3yyenue Hogo2o mamepuana (TEKIH C IEMEHTaMH Oece/Ibl). 45 MuH.
5.Koumponv s¢ppexmusnocmu o06yuenus (BbIMOTHEHHU e nuchMeHHpIX | 20 MUH.
MIPOBEPOYHBIX 33/1aHUH).

6. Iloosedenue umozos ypoka, 3a0anue Ha 0OM K CLeOyIOuiemy 3aHImuro. 5 MUH.
Bcero: 90 muH.

OCHAUIIEHUE 3AHATHUSA:

1. TexHuyeckue cpeacTsa 0OyUEHHN:

- KOMITBIOTED;
- HUHTEPAKTHBHAs JIOCKA;

- MyJIBTUMENITHOE 000pYyIOBaHUE;

- IPOTrPaMMHOE 00eCTIeYeHHE IS MOJIb30BaHUS AIEKTPOHHBIMH 00pa30BaTeIbHBIMU
pecypcamu.

2. YueOHO-HATIAIHBIE TOCOOUS

- Ipe3eHTaIus 1Mo TeMe «MyTalmoHHas U3MEHYHUBOCTH Y,

- Tabnmuia « XpOMOCOMHBIE aHOMAJTUHU YETIOBEKAY;
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- npunoxeHue Nel (Ha KakI0ro CTy/eHTa);
- 3aJaHUS JJIS1 KOHTPOJISI UCXOJHOTO YPOBHSI 3HAHUH (Ha KaXK/I0TO CTYJCHTA);
-3aJIaHMsI 1711 KOHTPOJIs 3¢ (HEeKTUBHOCTH 00y4eHUs (Ha KaXKIO0To CTYJCHTA).

JINTEPATYPA JUISI OBYYAIOIUXCS:

OCHOBHAA JIUTEPATYPA

1. TeneTwka 4YenmoBeKa C OCHOBaMH MenulMHCKOW reHetuku: ydeOnuk/ E.K. Xanmoruna, M./
Tepexosa, C.C. Xununa, M.E. Maiiopora, B.B. Illaxrtapun. — 2-e u3z., nepepad u gom. — M.:
I'DOTAP-Menua, 2011. — 208 c.: uI.

JOHOJIHUTEJIBHASA JIMTEPATYPA

2. Axynenko JI.B., Yrapos 1.B. MeauuuHnckas renetuka. yueouuk/ nog pen. O.0.
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Anymesunua, C.J1. Aptionosa. — M.: I'DOTAP-Menua, 2011. — 208 c.: uin.

HHuTepHer - pecypcebl

http:/ www.wwf.ru
http://oopt.info
http://www.info.mos.ru
http:/www.medicus.ru

KOHTPOJIb UCXOJHOI'O YPOBHS 3BHAHUN
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HMHcTpyKuus: BoioepuTe OAUH NPABUILHBINA OTBET.

1. B cospemennyro anoxy y nooeil yeenrudusaemcs Yucio HAcle0CmEeHHbIX U OHKOI02UYeCKUX 3a001e6aHUl
screocmaue:

a) YBEIUYCHUS YHCICHHOCTH HACEJICHUS 36MHOTO I1apa;

0) U3MEHEeHHUs KIIMMAaTUYEeCKHUX yCIIOBUH;

B) 3arps3HEHUS CPEIbl OOMTAHUS MyTareHAMU;

I) YBEJIWYCHUS IUIOTHOCTH HACEIICHUS B TOPOIAX.

2. Hacneocmeennocmos — 5mo:

a) CBOMCTBO JKMBBIX OPraHU3MOB MIPUOOPETATh HOBBIE MTPU3HAKHU — PA3IUUMsI MEXK]TY OCOOSIMU OJTHOTO
BHUA;

0) CBOMCTBO KMBBIX OPTaHU3MOB COXPAHATh T€HETUYECKYIO0 HH(POPMAIUIO U TPU3HAKHU MPEKOB U
TepeaBaTh UX B PSIYy TOKOJICHUIA;

B) CBOMCTBO >KMBBIX OPTaHU3MOB BOCIPOU3BOJAUTH CEO€ MOTO0HBIX;

T') CIIOCOOHOCTH JKUBBIX OPTraHU3MOB TTO/IJICP)KUBATh MOCTOSHCTBO CBOETO XUMHUUYECKOTO COCTaRBa.

3. Tannouonvlii Habop Xpomocom - d5mo:

a) Habop XPOMOCOM B COMAaTUYECKUX KIIETKaX;

0) HabOp XPOMOCOM B ITOJIOBBIX KJIETKaX;

B) Ha0Op XpPOMOCOM KJIETKU 0€3 MOJIOBBIX XPOMOCOM;

r) HaOOp XPOMOCOM, BKJIFOUAFOIIHIA IT0 OJJHOH XPOMOCOME M3 KaXKIOW Iapbl TOMOJIOTUYHBIX
XPOMOCOM.

4. Kapuomun - smo:

a) KOJHMYECTBO SJEP B KIETKE;

0) oTHOIIeHHE 00beMa sIpa K 00BEMY IIUTOTUIA3MEI;

B) YMCJIO, BeIMYMHA U (pOpMa XpOMOCOM B TUTUIOMAHOM HaOOpe;
I) YKCIIO, BEIMYHMHA U (pOpMa XpOMOCOM B TaIUIOMTHOM Habope.

5. Hunnouonwlii Habop XxpomMocom - 3mo:

a) HabOp XpPOMOCOM B COMAaTHYECKUX KJIETKAX;

0) HabOp XPOMOCOM B ITOJIOBBIX KJIETKAX;

B) Ha0Op XpPOMOCOM KJIIETKH 0€3 TIOJIOBBIX XPOMOCOM;

13



r) HabOp XpOMOCOM, BKJIIOUAOIIHH 10 OTHON XpOMOCOME U3 KaX /101 mapsbl
TOMOJIOTHYHBIX XPOMOCOM.

6. Hacneocmeennvle bonesmu:

a) BCerJa pereCCUBHBL;

0) Bcerma JOMHUHAHTHBI;

B) MOTYT OBITh JIOMHHAHTHBI U PEIICCCUBHBIL;

) CBSI3aHBI C MyTAIUSIMH TOJIBKO B TIOJIOBBIX XPOMOCOMAX

7. Mooughuxayuonnas usmenuusocms.
a) Hacleqyercs;

0) cBsi3aHa C U3MEHEHUSIMH T'€HOTHIIA;
B) HE HACJIEyeTCs;

T') HE 3aBHCHT OT BHEIITHEH CPEIbI.

8. Yonunennas wes kax npusnax Kpacomwl y JceHUUH HeKOMOoPbIX NAeMeH SAGISLemcs NPUMepom
UBMEHYUBOCTIUL:

a) MOAU(UKALIMOHHO;

0) FrEeHOTUITNYECKOM;

B) HACJICICTBEHHOW;

T') HHIUBUIYaJIbHOM!.

9.Co60KynHOCMb 2€HO8 2aNJIOUOHO20 HADOPA XPOMOCOM:
a) TeHOTHIT;

0) reHoM;

B) TEHO(OH/T;

r) peHoTHIL.

10. Konuuecmeo xpomocom 6 comamuieckux Kiemkax 4eioekd
a) 46
0) 44
B) 42
r)23

11. Konuuecmeso aymocom 6 CoMamuieckux KiemKkax 4yelo6eKd.
a) 46
0) 44
B) 42
r) 48

12. Kpocceneogep — amo mexanusm:
a) KOMOMHATHBHOW U3MEHYHBOCTH;
0) MyTarMOHHOW U3MEHYHBOCTH;

B) I€HOTUITUYECKON M3MEHUUBOCTH,
') MOAU(UKAIIMOHHON N3MEHYUBOCTH.

13. Cosoxynnocms 2eno08, Xapaxmepusyoujas OAHHbIL OP2AHUZM.
a) henorur;

0) J0KyC;

B) MOpraHu/a;

I') TEHOTHII.
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14.Cogokynnocms 6HEUHUX U 6HYMPEHHUX NPUSHAKO OPSAHUMA:
a) penoru;

0) TCHOTHIT;

B) KapUOTHII;

') TCHOM.

15.U3menuusocms — smo.

a) CBOMCTBO YKUBBIX OPraHU3MOB [IPHOOPETATh HOBBIE MPU3HAKH — PA3IUUUS MEXKAY OCOOSIMHU OJIHOTO
BU/JIA;

0) cBOICTBA KUBBIX OPTaHU3MOB COXPAHATh T€HETUUECKYIO HH(OPMALIMIO U IPU3HAKH MPEAKOB U
nepeJaBarh UX B psy TOKOJICHUI;

B) CBOMCTBA )KMBBIX OPraHU3MOB BOCIPOU3BOJIUTH ce0e MOA00HBIX;

I') CHOCOOHOCTD KMBBIX OPIraHU3MOB IOIEP’KUBATh OCTOSIHCTBO CBOETO XUMHUECKOTO COCTABA.

9TAJIOH OTBETOB K 3ATAHMAIM KOHTPOJII HCXOAHOI'O
YPOBHS 3HAHUUN

1- B, 2-0, 3-0, 4-B, 5-a, 6-B, 7-B, 8-a, 9-0, 10-a, 11-0, 12-a, 13-1, 14-a, 15-a.

KN 3HAHUM, YMEHUU CTYIEHTOB

OrneHka «OTIMYHO» - €CJI Bl OTBETUIIM HA BCE BOMPOCHI TECTOBOTO 33/IaHUsI
WM JOYCTUIA OJIHY OIIIMOKY.

Onenka «xoporioy - eciiv Bel qomyctuiiv He 6ojiee Tpex OIMOOK.
O1eHKa «yIOBJICTBOPUTEIIHFHOY - €clii Bel gomyctrim He 0ojiee TSATH OIHOOK.

OI_ICHKa «HCYAOBJICTBOPUTCIIBHO» - CCJIU 338 AOIIYCTHUIIN 0oJiee IATH OIIMOOK.

% NpaBUJIbHBIX OTBETOB KosnvecTBo HaOpaHHBIX OrMmerka
0aJ10B
100-90 % 15-14 «5»
89-80 % 13-12 «4»
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79-70 % 11-10 «3»

69% u MeHee menee 10 «2»

WH®OPMAIIMOHHBIN BJIOK
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N3MeHYNBOCTD — 510 0011Iee CBOMCTBO KUBBIX OPraHM3MOB PUOOPETATH HOBBIE PH3HAKI — Pa3IHIHsI
MeX Iy 0cobsMu ofHOTO BUAa. Hampumep, y nroeit paznuyaeTcs BT II1a3, Boloc, popma Hoca, yieH,
TCMIICPAMCHT, UHTCIIJICKT, BOCIIPUUMYUBOCTD K PA3JIMYHBIM 00JIE3HAM U T.A.

Kanaccupuxanus popm u3MeHUYHMBOCTH.

3meHuunBoCTH OBIBAET

HacJeACTBeHHAs (TeHOTHITYECKas) HeHacJeACTBeHHas (MoaupUKAIIMOHHAS )
KOMOWHATHUBHAS MyTalHOHHAs
TCHHBIC XPOMOCOMHBIE TEHOMHBIC
MYyTaIliH MYy TaIiH MyTaIuu
Cxema 1.

MyTaumMoHHass U3MEHYUBOCTH - 00yCIOBICHAa HM3MEHCHHEM T'CHOTHIA MO JCHCTBHEM

MyTalluH.

Mymayuu -BHE3allHO BO3HHUKAIONIME HACJEJACTBEHHBIE H3MEHEHHUS, IPOUCXOASAIINE B
XpoMOcOoMax TMOJ| BIMSHHEM BHeHIHeW W BHyTpeHHel cpeasl (1900 1. - 'yro ne ®pus BBen 3TO
nmoHsTue). Oto penkue cobpitusa. Ha 10.000 -1000.000 reHOB ompeneneHHOTO THIA BO3HUKAET

puUMepHO 1 HOBast MyTalUs.

Mymacenes - mporiecc 00pa3oBaHHs MyTalnui (MCKYCCTBEHHBIH WJIM €CTECTBEHHBIN).
Mymanmer - OpraHu3Mbl, HECYIINE MYTallUU.

Ceoucmea mymayui.

- BO3HHUKAIOT BHC3AIIHO, CKa‘lKOO6p33HO;

- HACJICAYIOTCH,
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- HEHAIIPABJICHBI, T. €. MOXKET MyTHPOBATh JIHOO0H Y4aCTOK XpOMOCOM;

- OJIHHU U T€ € MYTallUH MOT'YT BO3HUKATh IIOBTOPHO.
Mymacenwr - GpakTopbl BHEUIHEH Cpeabl, BbI3bIBAIOLIME MyTaluu (pagualus, peHTT€HOBCKOE
obnyueHue, repOULMABI, BUPYCHl, OaKTEepUH, MNPOCTEHIIne, HEKOTOpble MHUIIEBbIE H00aBKH,
KOHCEpPBaHTBI, MHOTHE JIEKapCTBa, IPUMEHsIeMbIE B OOJIBILINX J03aX).
MyTauuy MOTYT BBI3BIBATH KypEeHME, YHOTPEOJIEHHE AaJIKOrojii OTLIOM WM MaTepbio Oyayuniero

pebeHka (peOEHOK pPOXKIACTCA C HACJIEICTBEHHBIMHU HEIyTaMu).

MyTareHs! MOTyT OBITb:
1. DHpoMyTareHsl - MPOIYKThI MeTaboIM3Ma B OpraHU3Me.
2. Dx3oMyTareHsl - pakTopbl BHEIIHEH cpenbl. X aemnsr Ha:
» Ouznyeckue: MOHU3UPYIOILEE U3ITyYCHHUE, YIBTPapHOICTOBBIC JIy4H, TEMIIEparypa U T.11.
» Xumuueckue: (OpMavH, TOPYMYHBIN ra3, KOJIXUIMH, MHOTHUE CMOJIbI, COJIM TSHKEJIBIX METAJIOB,
HEKOTOPbIE JIEKaPCTBEHHBIE BEIIECTRA.

» buonoruueckue: BUPYChl, TOKCUHBI OaKTEpPHI U TIAPA3UTOB.

Kaaccudpuxanuss Mmyranuii:

ITIo npuumHam:

» CrnoHTaHHBIE — JTO MYTAallMH, KOTOPHIE IPOUCXOMAT B MPHpPOJAE 0€3 BUIUMBIX TPUYHH.
Hanpumep, ren reMopuiny MOKET BOSHUKHYTh CIIOHTaHHO (KOT/a IpU aHAJIM3€ POAOCIOBHON He
BBISIBJICHO OOJBHBIX TeMOQuIneit).

» UWHaynupoBaHHBIE — 3TO MYyTallMU, MPOUCXONSINHE NPU HAMPABICHHOM BO3JICHCTBUU

MYTareHHbIX (DakToOpoOB.

Ilo MyTupoBaBUIMM KIIETKaM:

» TeHepaTuBHBIC — 3TO MyTalWH, BO3HHKAIOIIME B TOJIOBBIX KJIETKaX U MepearolIrecs MOTOMKaM
IIPU TI0JIOBOM Pa3MHOKECHHH.

» ComarHyeckue — 3TO MYTalllH, MPOUCXOJSIINE B COMATUYECKUX KIETKAX W TMPOSBISIOIIUECS

TOJIKO Y camoil ocoOu (Hampumep, pa3HbId IBET IJ1a3).
[To ucxomy asi opraHu3Ma;

» JleranbHble — CMCPTCJILHBIC. CMepr HACTynnacT Ha paHHUX 3TallaX WHAWUBUAYAJIbHOI'0 Pa3sBUTHA,

B OYMOpPHOHANILHBIN MEPHO.
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» llomyneranpHble — CHW)KAIOIIME KH3HECIIOCOOHOCTh OpraHm3Ma. UYenoBeK, Kak MpaBWIIO, HE
JOKUBAET JI0 PENPOIYyKTHUBHOTO Bo3pacta. Hampumep, reMopunus y 1eBOYEK.

» HeiiTpanpHble — HE BIUSIONIME HA MPOLECCH KU3HEACITEIBHOCTH, MPOIODKATENLHOCTD KHU3HH.
Hanpumep, uBet panyxHoil 0007I0UKH.

» TlonoxuTenbHble — MOBBIIMAOIINE KU3HECTOCOOHOCTh. BO3HUKAIOT PEIKO, HO MMEIOT OOJBIIOE

3HAYEHUE JJI MIPOrPECCUBHOM 3BOIIOLUU.

[To u3menenuro penoTumna:

»  AmopodHBIe — MyTanus IpOU30ILIa U MPU3HAK ucue3 (oTcyTcTByeT). Hampumep, anpOnHI3M.

> ['mmomMopdHbIe — YMEHBIIICHNE BBIPAXCHHOCTH TpU3HaKa. Hampumep, KapaIuKoBOCTE.

»  TunepmopdHbie — yCHICHHE BBIPRXKCHHOCTH NMpH3HaKa. Hampumep, ruraHTi3M, TOJNUIAKTHIIHS.

»  HeomopdHble — B mpoliecce SBONIOLUH MOSBISCTCS HOBBIM TNPU3HAK, KOTOPOTO paHbIIC HE

ob110. Harmpumep, remorio6uH, Xxopaa, MO3BOHOYHUK U T.JI.

»  AHTHMOp(HBIE — BMECTO OJIHOTO IPU3HAKA MOSBISETCS IPYTOH.

[To M3MEHEeHNIO TEHETHYECKOTO MaTepHhaa;

»  TenHble MyTanuu - CBSi3aHBI ¢ M3MEHeHHeM cTpyKTypbl reHoB ([IHK). B pesynbrare reHHbIX
MyTaluii BO3HHUKaeT OOJBIIMHCTBO Oo0Je3Hell oOmeHa BemecTB ((GDEHUIKETOHYpHUS,
rayiakto3emust ¥ Ap.) OHH BBISBISIOTCS OMOXUMHUYECKUMHU METOTAMH.

»  XpOMOCOMHBIC MyTAllUH - CBS3aHBI C K3MEHEHHEM CTPYKTYPBI XPOMOCOM.

B ocHOBE XpOMOCOMHBIX MyTallUi JIeXkKaT CISIYIOIINEe MEXaHU3MBbI:
YcnoBHBIE 0003HAUEHUS TEHOB M3MeHeHus CTpYKTYpBl XpOMOCOM

ABBTIE HOpPMAaJdbHBIH NOPAJOK TE€HOB
ABBBI'JIE naymnukanwus (yIBOCHHE ydacTKa XpOMOCOMBI)
ABB_JAE geneuus (morepst yyacTka XpOMOCOMBI)

ABEJI'B wuHBepcus (pa3pblB yuacTKa XpOMOCOMBI, TOBOPOT ero Ha 180 C u mpuKperieHue K

MECTY OTpbIBa)
ABBT JI1EGH SR Tpancnokauust (OTpbIB y4acTKa OJJHOM XpOMOCOMBI U TIPUCOETUHEHHUE €TO K

JIPYTOi HETOMOJIOTHYHOM )

XpOMOCOMHI)IG MyTallunu 06HaPY)KI/IBaIOTC$I OUTOICHCTHYCCKNMHU METOAaAMM.
> I'enomHBIC MyTalluu - CBA3aHbI C ©BMCHCHUCM KOJI-Bd XpOMOCOM: HOJII/IHHOP’I}:[PII/I n

TeTEPOIUIONIUN.
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[Tonumnuokaust - 3TO KpaTHOE TraruIONAHOMY YBEIMUEHUE YHCIa XPOMOCOM. Y YelloBeKa
MOJTUTUION NS TIPEACTABIISIET COOOM JIETAIbHYIO MYTAIIUIO, a Y PACTCHHH MOJUTIIONTBI
JKA3HECTIOCOOHBI 1 00JIa/Ial0T MTOBBIIIEHHOW YPOXKaTHOCTBIO.

['eTeporutoiiius — 3To He KPaTHOE TaIUIOHIHOMY YBEJIIMYCHHE HITM YMECHBILICHUE YHCIIa
XPOMOCOM: €CJIM OJTHA B Mape JUIIHSS — 3TO TPUCOMUS, €CIIM OTHONW XPOMOCOMBI U3 TIaphl HE

XBaTaCT — MOHOCOMU, €CJIM HC XBATACT IIAPbl TOMOJIOT'MYHBIX XPOMOCOM — HYJICCOMMUSI.

XpoMoCOMHBbIE€ AHOMAJTHUH U 00YCJI0BIE€HHbI€ UM CHHIPOMBI.

Kunaccupukanust HacieACTBEHHBIX 00J1e3Hel

Hacneocmeennvie 6Oonesnu - 3T0 NaTOIOTHYECKUE COCTOsIHMA, B OCHOBC KOTOPBIX JICKUT
HN3MCHCHHUE HACJICACTBCHHOI0 Marcpuajia, T. €. MyTalus.

HacaeacrBennnie 00J1€3HM:
1. XpomocomHble:

A) bone3Hu, CBA3aHHbIE C HAPYIIEHUEM KOJIMYECTBA XPOMOCOM (T€HOMHBIE MYTalllN):

a. Hapyuienue uncia aytocom.
b. Hapyienue yricia noiaoBbIX XpOMOCOM.

B) bonesnu, cBs3aHHbIE CO CTPYKTYpPHBIMU HapyIIEHUSIMU (a0eppaliisiMKi) XpOMOCOM:

a. CTpyKTypHBIC aHOMAJIUU Ay TOCOM.
b. CrpykrypHble aHOMaJIUH MOJOBBIX XPOMOCOM.
2. MoHoreHHbI€ HJIM I'eHHbIE.

3. MyabTudaxkropHbie.

Jro0oit MeauIMHCKUNA PaOOTHUK CTAJIKMBACTCS B CBOCHM MPAKTHKE C HACJICICTBEHHOMW IMATOJOTHEH.
[To nanubiM BO3 5 - 8% HOBOpOXKIEHHBIX UMEIOT Takue 3aboseBanus. M3 Hux okono 3% HapyuieHwuit
COCTOSTHUSI 3JI0pOBbsl peOeHKa BhI3BaHbl T'€HHbIMH MyTarusmu, 0,8 - 1% cBs3aHbl ¢ U3MEHEHHEM
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xpomocoM, 2,5- 3,5% cnydaeB - BpPOXIEHHBIE NOPOKM pa3BUTUA U okoyuo 1,5%
-MynbTH(aKkTopranbHble Oone3Hu. [IpakTuuecku Bce pasfeibl KIMHUYECKOH MEIMIIMHBI BKJIIOYAIOT
HaclieicTBeHHbIe Oone3nu. Hampumep, okono 70% ciydaeB HapymieHui 3peHust U 45% Tyroyxoctu
oTHOCATCSA K 9TOM maroiorud. Cpenu HEpBHBIX OoJe3HEH BBLACISIOT mpuMepHO 350 3a0oneBaHuid,
00yCJIOBJIEHHBIX T€HHBIMU MyTalUsiMU, B aepmarojoruu - 250. XpoMOCOMHbIE aHOMAJIUU HUMEIOT
IIMPOKUIN CHEKTP KIMHUYECKUX MposBIeHUH. OHM MOTryT OBITH MPUUYMHOM BPOXKIEHHBIX MOPOKOB
pasBUTHA, MOBTOPHBIX CAMOIPOU3BOJIBHBIX a0OPTOB, CIIy4aeB MEPTBOPOXKJEHUS, HEOHATaJIbHOU
CMEPTHOCTH U OECIUIOAUS.

XapakTepucTHKA XpOMOCOMHBIX 00J1e3HeH

XpoMocoMHble 00J€3HH - 3TO Oonblias Trpynna BPOXICHHBIX HACIEICTBEHHBIX 3a001€BaHUM C
MHOKE€CTBEHHBIMH BPOXXKJICHHBIMH MOPOKAaMH Pa3BUTH, IPUUNHON KOTOPHIX SBISETCS H3MEHEHHE
KOJIMYECTBA MU CTPYKTYPBl XPOMOCOM. XPOMOCOMHbIE aHOMAJIUU MOTYT OBITb HPUYHHOM
MOBTOPHBIX CaMOMPOHM3BOJIBHBIX A00PTOB, CIy4yaeB MEPTBOPOXKACHUS, HEOHATAILHOW CMEPTHOCTH U
Oecrutomusi. PacmpocTpaHeHHOCTh XPOMOCOMHBIX Ooyie3HEed OJMHAKOBa BO BCeEX
HAllMOHAJBHBIX M JTHUYECKUX Tpynnax. CyMMapHBIA BKJIaJl XPOMOCOMHBEIX aHOMAJIWH BO
BHYTpUYTpOOHYIO0 rubenb y uenoBeka coctaBiseT 45%. Yacrora XxpoMocoMHBIX Oosie3Hel cpenu
HOBOPOXJIEHHBIX cocTaBiseT 5:1000 - 7:1000; cpeny MEpTBOPOXKACHHBIX M JIETEH, yMEPIIUX 10
roaa - 22:1000 (cm. maébn. 1).

Bospacrt YacToTa YacroTa n0OO XPOMOCOMHOM
MaTepu cuHzpoMa JayHa aHoManuu
20, 21 1 1667 1 1526
22, 23 1 1429 11500
24, 25 1 1250 11476
26 1 1176 11476
21 1 1111 11455
28 1 1053 1 1435
29 1 :1000 1 417
30 11952 1 384
31 11909 1 384
32 11769 11323
33 11625 1 1286
34 11500 11238
35 1[385 11192
36 11294 1 1156
37 11227 11127
38 11175 1 1102
39 11137 1]: 83
40 11106 1]: 60
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41 1l: 82 1]: 53
47 1l: 604 1. 42
43 1]: 50 1]: 33
44 1]: 38 1]: 26
45 1]1: 30 1]: 21
46 1l: 23 1]: 16
477 1]: 18 1]: 13
48 1]: 14 1]: 10
49 11: 11 1 : 8

Tab6auna 1. Bnusaue Bo3pacta MaTepu Ha BEPOSTHOCTh POXKACHUS Y Hee peOeHKa ¢ XpOMOCOMHOMN
aHOMaJIMEN.

XpomocomHbIe 00J1€3HN, CBSI3AHHbIE ¢ HAPYIIEHHEM KOJN4YeCTBA XPOMOCOM.

XpoMocoMHBbIe 00J1e3HH, CBSI3AHHbIE ¢ HAPYILIEHHEM KOJMYeCTBa ayTOCOM.

CymiecTByeT TOJIBKO TP 3a00JI€BaHUS.

Cunopom /layna (cm. npunoxcenue Nel pucynok 2, opomol)

Onucanue 3a6oneeanus: B 1866 1. anrmiickum nemuarpom JI. JlayHoM, HO Toipko B 1959 T

¢bpaniy3ckuM reHeTMkoM U BpadoM JIkx. JlexkeHom ¢ coaBropamu ObIJIO J0Ka3aHO, YTO 3TO
3a00JIeBaHHE XPOMOCOMHOM MPHUPOJIBI, & UMEHHO - TPUCOMHS 11O XpoMocome 21.

Yacmoma scmpeuaemocmu: 1 : 700 - 1 : 800 HOBOpOXKIeHHBIX. HabmomaeTcss oquHAKOBO 4acTo y
000UWX TIOJIOB, OHA 3aBUCHUT OT Bo3pacTa Matepu. Oxono 80% Bcex ciaydaeB 3a00JeBaHUs 00YCIOBICHO
AHOMAJIBHBIMHU SHIIEKIeTKaMU 1 JIUIIb 20% aHOMaJIbHBIMU CIIEPMATO30HIaMH.

Kapuomun: 47, XX, +21 unu 47, XV, +21
NN w6
1 2 3 . . .a& B
0O o33 xR ks W
"6 ' 1 12

7 8 8 . 10

dhddAe xzmm XX XN

13 14 15 16 17 18 19 20
Ah4 A& 33 TS
21 22 X X

Pucynok 1. Kapnorun uenoseka ¢ cuaapomom [layna.
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Omuonoeus. CuaapoMm [layHa MOKET BO3HMKHYTH B PE3YJIBTAaTe€ Pa3HbIX BAPUAHTOB M3MEHEHUU
XpOMOCOM, IIPUBOASIIMX K YBEIMUYEHHUIO Yncia 21-i XpoOMOCOMBI:

1) mpocrast (perynspHas) TpucomMusi 21-ii XpoMocoMBbI, KoTopas cocTraBiseT 94% Bcex ciyuaeB
3a0oseBaHus, BCTpEUaeTCs y Marepeit crapuie 35 Jer;

2) TPAHCJIIOKAITUOHHBIC BAPHUAHTBI 3360J'ICBaHI/I$I, KOraa AOIIOJHHUTCIIbHAasA 21-a XpoMoOCOoMa

NPUCOETUHSAETCS K JPYyruM XpomocomaM (uamie K 13-t wmm 14-it), coctaBnstor 4% ciyyaes (darie
BCTPEYAIOTCS Y MOJIOJIBIX POAUTENEH);

3) MO3aMyHbIE BapUaHTbl OOHAPYKUBAIOTCS Y 2% OOJIBHBIX, IPH 3TOM YacTh KJIETOK
OpraHMU3Ma COJEPKUT JOTMOJIHUTEIBHYI0 XPOMOCOMY, a JIpyI'M€ KJIETKHM UMEIT HOpPMajbHBIN
KapuOTHUI; MO3aWyYHble BapuUaHThl cHUHApoMma JlayHa cOMpPOBOXKIAIOTCS MEHEE BbIPAKEHHBIMU
M3MEHEHUsIMU (PEHOTHUIIA 110 CPABHEHUIO C IPOCTOM TpUCOMUEN (BCTPEUAIOTCS C OAMHAKOBOM 4aCcTOTOM
BO BCEX BO3PACTHBIX TPyIIax).

Yacrora

HO 18 754 25 30 35 40 45 49
Boapact marepy, rops

Cxema 2. 3aBHCHMMOCTb 4YaCTOThl POXAEHHSA AeTed ¢ cHUHApoMOoM JlayHa OT BO3pacTa Marepw.

Kaunuka. Cpennsisi macca tena npu poxkaeHuu coctasisieT 3167 r (B Hopme 3409 r).
Teuenne OepeMEHHOCTH YacCTO COMPOBOXKIACTCS TOKCHKO30M, YTpPO30i BBIKUBIIIA.

TomoBa Okpyroi (opMbl C YIUIOIIEHHBIM 3aTBUIKOM, JIO0 CKOIICHHBIH W Y3KWH, JIHMIO IUIOCKOE,
TUIIMYEH SIHUKAHT, MOHTOJIOWIHBIN pa3pe3 Ivia3, IUIOCKas CIIMHKAa HOCA, MOCTOSHHO OTKPBITHIA POT,
TOJICTBIC TYOBI, OOJBIION CKIIQYAThIN SI3bIK, YIIIHBIC PAKOBUHBI YMEHBIICHBI U IE(OPMHUPOBAHBI, HU3KHUI
pOCT, KOpOTKas ILiesl,  MbIIlIeYHass  TUIOTOHUS  (OCOOEHHO  BBIpaXEHA Yy  MaJleHbKUX
JeTel),KuaeBUIHas WM BOpPOHKOOOpa3Has jaedopmainus TpyAUHbI, IIUPOKHE KHCTU U CTOIBI C
KOPOTKHUMH TaJIbllaMH, TOIepeyuHasl JaJOHHAs CKJIaJKa, MBYX(aTaHTOBBIA MHU3UHEL, MOPOKH CEpAla
(50%), mopoku moueBoit cuctemsl (20%), mopaxeHue nuiieBapuTenbHoro Tpakra (15%), ymcrBennas
OTCTAJIOCTh y BceX (me0mnpHOCTh -75%, uMOunmiabHOCTH - 20%, wumumotrus - 5%), 3amepikka
GbopMUpPOBAHUS MOTOPHBIX HAaBBIKOB W PEYH, JETH IMOIPKE HAYMHAIOT XOJUTH U TOBOPUTH, PE3KO
HapylIeHO aOCTpakTHOE MBIIUICHHWE, JIerde OCBAaWBalOT HABBIKHM, CBS3aHHBIE C (U3HMUYECKUMHU
IBIDKEHUSIMHA, Y€M C pPEYeBBIMH. BOJbHBIE YacTO TOCIYIIHBI MU OOUIMTENBHBI, YTO TIOMOTAaeT HX
00y4YeHHI0.
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Ilpoenos. B mnocnenHue JecsATUIETUS HMEETCS MOCTOSHHAas TEHACHUUS K YBEIUYCHUIO
MIPOJOJDKUTEIILHOCTH KU3HU OONBHBIX ¢ cHHIpoMoM JlayHa. B Hacrosiee BpeMsi MOTYT JIOKHUBATh 110
70 nert, pasbiie - 10 50. [IporHO3 KU3HU ONpeNesieTCs, B OCHOBHOM, HAJIMYHUEM IOPOKOB Pa3BUTHUS
CEPACYHO-COCYAUCTON U MNHUIIEBAPUTEIBLHON CUCTEM. XOTS Ha MEPBOM TOAY JKHU3HU JIETH 4YacTo
noru0aroT OT MHEBMOHHM M OCTPOrO JI€iKO3a, YTO CBSA3aHO C HECOCTOSTEIHHOCTHIO UX UMMYHHOM
cucteMbl. MHOTHE OOJIbHBIE C CHHIIpOMOM JlayHa CIIOCOOHBI KUTh CAaMOCTOSATEILHO, CO3/IaBaTh CEMbBH,
OBJIaJIeBaTh HECIOKHBIMU TpodeccusiMu. C MOMOIIBIO CHENUATbHBIX METOIOB O0YUEHHsI, YKPETUICHUS
3I0pPOBbS, TMPABWJIBHOTO MUTAHUS M YXO/a, MPOBEICHUS HEOOXOAMMOTO JICYCHHs, MOKHO MPOIUTH
’KM3Hb TAKUM OOJILHBIM.

Jleuenue n0OIXKHO ObITH KOMIUIEKCHBIM U HECHIELIU(DUUHBIM:
1)pa3BuTHE MOTOPHBIX HABBIKOB U BCEX OPI'aHOB UYBCTB;

2)[IOJTHOIICHHOE TMUTaHUE, PA3BUBAIONIUE 3aHITHS, OOIICYKPEIUISIONINE MEPONPUATHS - MAaCCaX H
TMMHACTHKa;

3)CTUMYINSINS IBUTATEIFHOM aKTUBHOCTH peOCHKA - B TEUCHUE JTHS HECKOJIBKO pa3 MOBOPAYMBAIOT HA
JKUBOTUK, TPU ITOM TOJ TPYIb IMOJAKIAIBIBAIOT HEOOJBIIYIO MOMYIIEUYKY; B BO3pacte OT 2 10 6
MECAIIEB HEOOXOMUMO TIMOBOpaYMBaTH peOCHKAa HA OOYOK W JKUBOTHK, B Bo3pacte or 6 mo 12
MecsIeB o0y4aTh peOeHKa MPUCAKUBATHCS U CAMOCTOSTEIBHO CHIIETh;

4)I/ICHOHBSOBaHI/IC HOOTPOIHBIX JICKAPCTBCHHBIX CPECACTB, YKPCIUIAIOMIUX HHC

Cunopom lamay (cm. npunosicenue Nel pomo4 )

Onucanue 3abonesanus: B 1960 1. amepukanckum reHetukom K. Ilaray ¢ coaBropamu.

Yacmoma ecmpeyaemocmu: 1 : 6.000 HOBopokaeHHbIX. HaOmromaercs oguMHAKOBO 4acTo y 00OMX

mojioB. Yacrora BCTPCHACMOCTH YBCINYHUBACTCA C BO3PACTOM MAaTCpu.

Kapuomun: 47, XX, +13 i 47, XV, +13

Omuonozus.

1) 80 - 85% Bcex ciyuaeB 3a0oieBaHUsI OOYCIIOBJICHBI HEPACXOXKICHHUEM XPOMOCOM B
Meiioze B mpouecce (pOpMUPOBaHMS TOJOBBIX KIETOK POXUTENeH (pe3ysibTaT CIIOHTaHHOU
MyTallun);

2) 15% cnydaeB 3a0o0yieBaHUS SIBJISIFOTCST PE3YJIBTaTOM TPAHCIOKAUU 13- XpOMOCOMBI Ha
KaKyH0-HUOY/Ib U3 XPOMOCOM Tpymiisl D;

Xpomocoma 13 kpynHee 21-ii XpOMOCOMBI, TO3TOMY €€ TPUCOMHSI BBI3BIBACT OoJiee TSKENbIe
CTPYKTYpHBIE U (YHKIIMOHAIbHbIE HAPYILICHUS B OpraHU3ME.

Knunuka. bepeMeHHOCTh CONPOBOXIAETCSI MHOTOBOAMEM M YIPO30W BBIKHJBIIIA.
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Macca Tena HoBopoxaeHHOTO 2500 I (HHYXKE HOPMAJIBHOTO BECa).

3aboneBaHUEe COMPOBOXKAAETCS MHOXXECTBEHHBIMH BPOXJAEHHBIMU IMOPOKAMHU pPa3BUTHSL:
MUKponedaius, B TEMEHHOW 00JacTH BOJOCUCTOM YACTH TOJIOBBI YacTO BBISABISETCS Y4YacTOK
OTCYTCTBHSI KOXHM 10 1 cM B Jauamerpe, JIoO CKOIIEHHBIH, INa3HbIe MLIENH Yy3KHe, 3amaBiuas
nepeHocuIla, ria3a HeIOpPa3BUTHI (MUKpPOPTANbMHUS) C IMOMYTHEHHEM pOTOBMIIbI, YIIHBIC
PaKOBUHBI PACHOIOKEHBI HU3KO M Ae(QOpPMUPOBAHBI, paclIeNuHbl BepXHEH ryObl M Heba, dYacTto
ABYCTOpPOHHHME (TUNHMYHBIA NpPU3HAK), MOJUAAKTHUIMA Ha pykKax (yalle JBYCTOPOHHS),
neeKThl TEePeropofoK Cepila, IMOMKEITYIOYHOW JKelIe3bl | IEYCHH, aHOMAJIMKW MOYEMOJIOBBIX
OpraHoB (yABOEGHHWE MaTK{ W BJarajuila y J€BOYEK, KPUITOPXU3M Yy MAJbUYHUKOB - HEOIyIEHUE
suek). [{THC nmopaxaercs B 100% cimydaeB. Bee et uMerOT Ti1y0OKy 0 UAHOTHIO.

LIpocno3s. TIpoaomKUTENTBHOCTD XKU3HHU pe3Ko cHUkeHa. 95% ymupaer no roga, npuueM 60 - 65% B
MIEpUHATABHOM Teproie. B Bo3pacte crapie 3-X JIeT OCTArOTCS B )KHBBIX CIMHHIIBI.

Jleuenue wecnierudpuieckoe. [IpoBomsTCs omepanuy MO TMOBOAY BPOXKICHHBIX MOPOKOB Pa3BUTHS,
o0mIeyKpensionee JjJedyeHue, NpoduiIakTUKa HWH(PEKIHOHHBIX U MPOCTYIHBIX 3a00JICeBaHUN.
TwatenbHplil yXon 3a OOJBHBIMU O0OJE€r4aeT HUX COCTOSHUE, MpenynpexaacT HHQPEKIHOHHBIE
ocJiokHEeHUs. YacTo HEOOXOJIMMO YBEIMYWTh YHUCIIO KOPMJIICHHUH C YMEHBIIICHHEM pPa30BOH 03I,
Tak Kak JeTH ObicTpo yctaioT. [lociae kopmiieHHss peOEHKY IalOT BBIHTH HECKOJIBKO
MWUTHJIUTPOB KHUISTYCHON BOJBI, YTOOBI BO PTY HE OCTABAJIOCHh yacTWIl muiy. HeoOxomumo Takxke
KOHTPOJIUPOBATh €CTECTBEHHBIE OTIPABIICHHUS peOCHKA, CBOCBPEMEHHO MPOBOIUTH CMEHY MEJIICHOK H
TyaseT MPOMEKHOCTH.

Cunodpom Iosapoca (cm. npunodxcernue Nel gpomo3)

Onucanue 3abonesanus: B 1960 r. aHIUHACKUM ITUTOreHETHKOM 1. DIBapicoM ¢ coaBTOpamu.

Yacmoma ecmpeuaemocmu: 1 : 7.000 HOBOPOKIECHHBIX.

Kapuomun: 47, XX,+18 nnu 47, XV, +18

Omuonocusi. BOTBIIMHCTBO CiIy4yaeB JJAaHHOTO 3a00J€BaHUS - JTO peryiasapHas Tpucomus 18-
XpOMOCOMBI. MoO3aullu3M U TPaHCIOKAIIMOHHBIE (DOPMBI BCTPEYAIOTCS PEAKO.

Krunuka. bepeMEeHHOCTh OCJIOKHSAETCS Yrpo30d MpepbIBaHUS W MHOTOBOJIHMEM. XapaKTEPHO
HECOOTBETCTBHUE Pa3MEPOB ILJI0Aa CPOKY OEpEMEHHOCTH.

JletTn WMET O4YeHb HHU3KYI Maccy Tena npu poxiaeHuu (2170 r) mpu JTOHOUIEHHOM
OepeMEHHOCTH.

XapakTtepHbl: Je(eKTbl pa3BUTUS KOHEUHOCTEH, HeIOpa3BUTHE OONBIINX MaJbLEB PYK U JTy4EBBIX
KOCTeH, HENpaBWIbHO C(OPMUPOBAHHBIE CTOMNBI C BBICTYHAIOIIEH MATKOM M IPOBHUCAHHMEM CBOJA
(«cToma-kauayuka»), yKOpOYEHHE NEpBOIl IIFOCHEBOM KOCTH, MOXKET OBbITh MHUKPO(DTAIbMMUS, HMKHSSA
YeJIFOCTh MaJIeHbKasi M CKOILIEHA Ha3aJ, Tpy[AHHA YKOpOUYEHa, IIMPOKas IpyiHas KJeTka, (IeKCopHOe
MOJIOXKEHHE KUCTEH pyK, MpH 3ToM 3 U 4 majblibl OPUXKAThl K JaJ0HU U YACTUYHO NEPEKPBITH 2 U 5
HaJIblIaMH, TUIIEPTOHYC, Y3KHE U KOPOTKHE IVIa3HbIE I1E€JIM, MAJIEHbKHE HU3KOPACIIOJIOXKECHHBIE YIIIHBIE
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PaKOBHUHBI, BBICTYHAIOUINI 3aTHUIOK (Jtomuxonedanus), crudareinbHOe MOJNI0KEHUE NalbIeB KUCTH,
CYXXEH WM OTCYTCTBYET HApy>KHBII CIyXOBOH MPOXOJ, CHMHHOMO3IOBBIE I'pbDKU (5%), paciieanuHbl
ryoer (5%), mopokum cepana u KpymHbIX cocymoB (90%) - damie medekT MexIKeIyIoIKOBOM
neperopoaku. Yacro Bcrpevarorcss nopoku JKKT, ormeuaroTcs TakKe HEIOpa3BUTHE JIETKHUX,
CpallleHHE II0YEK, YIBOCHHE MOUYETOYHUKOB, KpunTopxusm (40%)

IIpoeno3. TIpoaomKUTENbHOCTh KU3HU PE3KO CHIbKeHa, 60% ymupaer B Bo3pacTe 3-X MECSLEB..
I oroma npoxuBaer 1 pebGenox w3 10. Ilpm mozauunoil (opMe NPONOIKUTEIBHOCTD KUZHU
3HauMTeNbHO BbIlIe. EcTh omucanue OonpHON 19 ner. Ho Bce BbDKMBIINE J€TH MUMEIOT ITYOOKYIO
UIUOTHIO.

Jleuenue. DPPEKTUBHOTO JI€UEHHS] TaKXKe HE pa3pabdoTaHO, M yXOJ 3a OONBHBIMH B OCHOBHOM
3aKJIIOYaeTCsl B MPEAYNPEeKICHUM WH(OEKIHOHHBIX OciIokHEeHUH. COCTaB M KOJIMYECTBO MUIIH IS
OOJBHBIX JOKEH COOTBETCTBOBATh BO3PACTYy, HO YacCTOTy KOPMIJICHHI OOBIYHO MPUXOAUTCS
YBEJINYNBATb.

XpoMocoMHBIE 00J1€e3HH, CBAI3aHHBbIE C HapyHIeHHeM KOJMYeCTBA IOJIOBBIX
XpoMOCOM.

B oTaumune OT ayTOCOMHBIX TPUCOMHUN KIMHHYECKas KapTHHaA DTUX 3a0oneBaHuil
XapaKTEePU3yeTCsl HAPYLICHUEM ITOJIOBOTO PA3BUTHSL.

Cunodpom Knaiingpenvmepa (cm. npunoocenue Nel pucynok 2, pomoJ)

Onucanue 3abonesanus: B 1942 r. I.®. Knatndensrepom, a B 1959 1. P. JIxxekooc u k. CtpoHr

NOoATBEPpANIN XPOMOCOMHYIO OTHOJIOTHIO 3TOrI0O 3a00JI€BaHUA.

Yacmoma ecmpeuaemocmu: 1 : 500 - 700 HOBOPOXKACHHBIX MAJIBUUKOB.

Kapuomun: 47, XXV - nucomus no X-xpomMocome

48, XXXV - tpucomus no X-xpoMocoMe
49, XXXXYVY - rerpacomus o X-XxpoMocoMe
50, XXXXXY - nenracomust o X-XpoMocoMe

Omuonozus. Ilpuunnoii 3aboneBanus B 80% ciaydaeB SBISETCS HAJIWYHE B KapHOTUIIE OJHOW WU

HECKOJIBKUX JIOTIOTHUTEIBHBIX X-XpOMOCOM. Y JIPYTHX MAIlMEHTOB PETUCTPUPYIOTCS MO3aMYHBIE
(b opMBL.

Krunuka. bepeMeHHOCTb, POIbI W MEPHOJ HOBOPOXKIAECHHOC'M HE OTIWYAKOTCS OT HOPMAaJIbHBIX.
XapaktepHas KIMHHYECKash KaptuHa (opmupyercs K 12 - 15 metHemy BO3pacTy: HEIOpa3BUTHE
SMYEK M BTOPUYHBIX MYXKCKHX TOJOBBIX MPU3HAKOB, TMHEKOMACTHS, €BHYXOUIHOE TEJIOCIOXKEHHUE,
O4YEHb BBICOKMH WU CPEAHUN pPOCT, OOIBIIMHCTBO OECHIOIHBI, aHOMAIbHBII pPOCT 3y0OB,
KJIMHONAKTUIHUS MuU3uHLEB. CKyIHOCTh WJIM OTCYTCTBHE OBOJIOCEHUS Ha JHULE, TPYydH, B
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MOJMBIIICYHBIX BNAAMHAX. YacTO BCTPEUAIOTCA TUCTIPONOPIHMOHANIBHO JUIMHHBIE KOHEYHOCTH,
CKOJINO03, Ae(opMarus rpyaHoi kieTku. Yem Oomnbine X-XpoMOCOM, TeM OOJIbIIe BHIPAKEHBI KEHCKUE
IPU3HAKKM M YMCTBEHHAsl OTCTAJIOCTh (MHTEJIEKT y Jitoae ¢ 47,XXY MoxeT ObITb HOPMaJIbHBIM).
YMcTBeHHas otcrtanocth B 25-50% ciayuaeB. HeycToM4MBOCTP BHHMaHHUS, NOBBILICHHAS
YTOMJISIEMOCTh W OTBJICKAEMOCTH, IOBBINIEHHAS BHYIIA€MOCTh, CHW)KCHHE WHHIIMATUBHOCTH,
HECIOCOOHOCTh K JIIUTEIBHOMY BOJIEBOMY JE€MCTBHIO, HE3PEIOCTb CYXICHHH, CKIOHHOCTh K
aJIKOTOJMM3MY. Y HEKOTOpPBIX KaTapakThl, CHHUXXEHHUE CJyXa, BpOKICHHbIE IIOPOKHM CEpAla,
BapUKO3HOE PACHIMPEHUE BEH.

HQOZHOS. HpOI[OJ'DKI/ITeJ'IBHOCTL JKU3HU 3aBUCHUT OT CTCIICHU IIOPAKCHUSA BHYTPCHHHX OpPIaHOB.

Jlewenue. Vcmonp3yloT mpenaparbl MYXCKHX IIOJIOBBIX TOPMOHOB, KOTOpbI€ KOPPEKTHUPYIOT
BTOPUYHBIE TOJOBbIe MNpu3Haku. Ho mnogoOHas Tepanus He NPUBOJUT K BOCCTaHOBIICHHIO
criepMaToreHesa, OOJIbHbIE UMEIOT CToMKoe Oecruiogue. Takyke METOAMKA Tepanuu AUKTYETCsS TeMHU
NaTOJIOTUYECKUMH HapyIIEHUSIMU, KOTOPBIE OTMEUAIOTCS Y MallUeHTOB.

Cunopom Ilepewesckozo-Tepuepa (cm. npunosicernue Nel gpomo 6, 7)

Onucanue 3abonesanus: B 1925 r. pycckum yuensiM H.A. [llepemesckum, B 1938 1. I. Tepuep nan
MIOJTHOE OTMMCAHUE 3a00TICBaHMSL.

Kapuomun: 45,X0O

Yacmoma ecmpeuaemocmu: 1 :2.000 - 1 : 5.000 HOBOPOXKIEHHBIX AEBOYEK

Omuonoeus. 60% stronorus 3a00JeBaHUS - MOHOCOMUS MO X-XpPOMOCOME; peOCHOK PpOXKIaeTCs
TOJBKO TIPH yTpare OTIOBCKOH X-XpOMOCOMBI, €CJIH MaTepUHCKOH - SMOpPHOH morudaeT Ha
panneii craauu; 20% - mo3anyHbie GopMbL; 5% - ompenensieTcss KoablieBas X-XpoMocoMa;
BCTPEYAIOTCS JEJIEUN KOPOTKOTO MJIM JUIMHHOTO Iuieda X-XpOMOCOMBI.

Kaunuka. bepeMeHHOCTh TIIOMOM C 3TUM 3a00J€BAaHUEM COMPOBOXKIACTCS YIPO30W BHIKWIGIMA. Y
nanueHTok ¢ 45,X0 He onpeensroTcs Tenblia bapa B cockoOe cimM3ucTol 1meku. Macca Tesna JeBoYeK
MIPU POXKICHUH CHIDKEHA, OTMeYaeTcs TMM(aTuIecKuil OTeK CTOM, TOJIeHe!, KUCTeH PyK, HU3KUI pOCT
BOJIOC Ha miee. OTEK CTON M TOJEHEH MOXET JepKarbCs 0 JIByX — TPEX JIeT. XapaKTEepHOW TaKke
SBJISIETCSA KPBUIOBHJIHAS CKJIaJKa Ha OOKOBOM MOBEPXHOCTH IIeW — NTEPUTHMyM IieiHbli. B TeueHue
NIEPBOTO ro/la )KU3HU PEOCHOK IUI0X0 HaOupaeT JUIMHy Tena. OTcTaBaHue B pocTe 0COOEHHO 3aMETHO B
Bo3pacte 9-10 set, a B3pocible >KEHUIMHBI MMEIOT AnuHy Tena 114-145 cm. B mepuon monosoro
CO3pEBaHUsl HE IIOSABIAIOTCA BTOPUYHBIEC II0JOBBIE IPU3HAKHU, HAPYKHBIE IIOJIOBBIE OpIraHbI
MHQAHTUIBHBI, HEIOPa3BUTHIC BIIArajuine M Marka. MeHcTpyauuid HeT, OOJNbHBIE OECIIIONHBI.
IIcnxnyeckoe pa3BUTHE CTPAIAET B MEHBIIEH CTEIICHU.

IIpoenos. TIpoNOIKATENBHOCTh KU3HM HE OTIMYACTCS OT IOMYJISILIUOHHOM, a TAaKXKe 3aBUCUT OT
CTEIICHU NIOPAKEHUSI BHYTPEHHUX OPTaHOB.
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Jleuenue xomruiekcHoe. Jlo 12-14 ner neBoukam IPOBOAWTCS TEpamusi, KOPPUTHUPYIOLIAs 3aACPKKY
pocra. C 13 - 14 mpoBoauTCsS TOPMOHAJIBHOE JIEUEHHUE NpenapaTaMH XKEHCKUX IOJOBBIX TOPMOHOB,
KOTOpBIE BBI3BIBAIOT (POPMUPOBAHUE BTOPUYHBIX IIOJIOBBIX IMPU3HAKOB M MEHCTPYaJIbHOIO LHUKJIA.
OnepaTUBHO UCHPABISAIOTCS BPOXIEHHBIE NOPOKU pa3BUTHUI. COBpeMEHHBIE METOJbI
FTOPMOHAJbHON Tepamuu M DKCTPAKOPHOPAJIbHOIO OIJIOJOTBOPEHUS C UCIOJIb30BAHUEM
JIOHOPCKOHM SHIEKIETKH YK€ Jajld BO3MOKHOCTH POXJIEHHUS 3I0pOBOr0 peGeHKa HEeCKOJIbKUM
KEHIIMHAM ¢ MOHOcoMmuel mo X-xpomocome. [IpoBogutcs ncuxorepanusa. CoBpeMEHHOE TPUMEHEHUE
BCEX METOJIOB JICUCHMs, NMPUMEHEHHE TC€HHO-MHXEHEPHOI0 TOpMOHAa pPOCTa, 0OECHeuuBaeT IMOYTH
HOJHYI0 KOMIIEHCAIMIO NaTOJIOTMYECKUX MPOSBICHUHN Y 3TUX OOJIBHBIX.

Cunopom noaucomuu no X-xpomocome

Onucanue 3abonesanus: B 1959 r. I1. J)xekoGcoMm ¢ coaBTOpamMH OMHUCAH CHHIPOM TPUCOMUHU IO X-

XpoMocoMe (OOHApYXHJIM B SApax SIUTEIHs CIM3HCTOW INEeKH OOJNIbHOW 2 Tenblia IOJ0BOTO
XpOMaTHHA).

Yacmoma ecmpeuaemocmu. TpucoMus - 1 : 1.000 HOBOpOXKIEHHBIX IEBOYEK.

Kapuomun: 47, XXX - tpucomus no X-XxpomMocome

48, XXXX - rerpacoMusi 1o X-XpoMOCOMe
49, XXXXX - nerracomus o X-xpomMocome

Omuonoeus. TpuauHoi 3aboneBanus B 80% cioydaeB SIBISICTCS HAIWYHE B KAPHOTHIIC OIHOW HITU
HECKOJBKHX JIOTIOJTHHUTEIBHBIX X-XpPOMOCOM. Y JIPYTHX MAlMEHTOB PETHCTPUPYIOTCS MO3aMYHBIC

(b OopMBL.

Knunuxa. Y xeHumH ¢ kapuotunoM 47, XXX HeT OTKIOHEHUH OT HOPMBI B (PU3NYECKOM U
NICUXUYECKOM pa3BUTUH, HHOTZA YMCTBEHHOE pa3BUTHE HA HIKHHUX FpaHUIlaX HOPMBL. ITO
OOBSACHSETCS TEM, YTO B KJIeTKaX 2 X-XpOMOCOMbI HHAKTUBUPOBAHHBI, @ (YHKLIMOHUPYET JHILIb OJHA,
KaK y HOpPMaJIbHOW KEHIIMHBIL. ¥ HEKOTOPhIX MOXET ObITh HApYyIIEHUs LMKJIA, BTOPUYHAS aMeHopes,
paHHSA MEHOIay3a M C BO3PAaCTOM YBEIMYHMTCA PUCK BO3HUKHOBEHUS IMCUXMYECKUX 3a00J€BaHUU.
VYBenuueHne yucia X-XpoMOCOM CONpoBOXkaaeTcs ycyryonenuem nopaxenus HC, ¢popmupoBanuem
MOPOKOB Pa3BUTHA U HapyIIeHUEM (DYHKIIUHU MOJIOBBIX OPTaHOB.

HpI/I TETpAaCOMHUHU U IIECHTACOMHUH Y KCHIIUH HAPACTACT CTCIICHDb OTKIIOHCHUA OT HOPMBI. Ha6J’IIO,Z[aIOTCSI
OTKJIOHCHHA B YMCTBCHHOM PA3BUTUHU, AHOMAJIMU CKEJICTA, ITOJIOBBIX OPraHOB.

IIpocno3. TlponoOmKHUTENbHOCTh JKW3HM 3aBUCUT OT CTENEHU MOPaXKEHHsI BHYTPEHHHUX OPTaHOB.

Jleuenue. Metoauka TCparuu JAUKTYCTCA TEMHU MaTOJIOTUYCCKUMU HAPYIICHUSMU,
KOTOPBIC OTMCYALOTCA Y ITAIITUCHTOK.

Cunopom noaucomuu no_Y-xpomocome

Onucanue 3abonesanus: B 1961 1. A.A.Canbeprom ¢ coOaBTOpamu.
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Kapuomun:

47, XYV - qucomus o Y-xpomocome
48, XVYVYV - tpucomus no Y-xpomocome
49,XVVVYV - terpacomus 1o Y-xpomocome

Yacmoma ecmpeyaemocmu: nucoMusi mo Y-xpomocome - 1:840 HOBOPOXKIEHHBIX MaJIbUYUKOB

n Bo3pactraer a0 10% y MyX4uH BbllI€ 2 METPOB; TPUCOMHS M TETPACOMHS IO Y-XpOMOCOME
BCTPEYAIOTCS PexKe.

Imuonoeus. Hannaue OIHOM MJIX HECKOJIPKHMX JIOMOJIHUTEIbHBIX y-XpOMOCOM.

Knunuxa. B 60nbIIMHCTBE ciay4yaeB HOpMa MO (PU3UUYECKOMY M YMCTBEHHOMY pa3BUTHIO. MHorue
TUIOAOBUTHL. MIHTEIIEKT MOXeT ObITh HEMHOTO CHIDKEH. UeM Oonbliie Y-XpoMOCOM B KapUOTHUIIE, TEM
3HAYUTEIbHEH WHTEIJIEKTYyalbHasi HEIOCTATOUHOCTh U 00Jiee IIMPOK CIIEKTP CUMIITOMOB Y IMAIUEHTA.

B 30 - 40% cnyuaeB - BbicokHit pocT (6oee 190 cm), eBHyXOUTHbIE YEPTHI TEIOCIOKEHHUS, CKIOHHBI K
arpeccuy, acolMadbHBIM IIOCTYIKaM, MOBBIIIEHA BHYIIAEMOCTh, TIpyOble YepThl JHIA, OONbIINE
VIIHbIE pPAaKOBUHBI, aHOMAJbHBIA POCT 3y0OB Cc nedekToM 3yOHOW »HMalu, BBICTYHAIOT
HaJOpPOBHBIE JyTH U MEPEHOCUIId, Y/UIMHEHHWE KOHEYHOCTeW, nedopmaiivs KOJIEHHBIX U JIOKTEBBIX
CYCTaBOB.

IIpoeno3. TlpogomKuTeNnbHOCTh JKM3HM 3aBUCUT OT CTEMEHM MOPAXEHUsS BHYTPEHHHX OPraHoB. Y
HEKOTOPBIX C BO3PACTOM pa3BUBAETCS IUU30(PPEHUS U SIIIICTICHS.

Jleuenue. Tlpu qucomun mo Y-xpomMocoMme jieueHus: 00bI9HO He TpeOyeTcs. OHO MPOBOAUTCS TOIBKO
IpU HAJIWYUU SIBHBIX MAaTOJOTUYECKUX H3MEHEHUH.

XpomocomMHBbIe 00J€3HHM, CBA3AHHBbIE C HApPYWIEHHEM CTPYKTYpPbI
XpoOMOCOM.

Cunopom «kouauvezo KpuKkay

Onucanue 3ab6onesanus: B 1963 1. JIx. Jlexenom.

Yacmoma ecmpeuaemocmu: 1 : 45.000 HOBOPOXJIEHHBIX; COOTHOUIEHHE MYKYMH U >KEHIIHUH

cocraBmser 1: 1,3.

Kapuomun: 46,XX,5p- unu 46,XV,5p-.
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Omuonoeus. OCHOBHas Macca BCEX CIydaeB 3a00JIeBaHUs CBA3aHA C YTPATOW YacTU KOPOTKOTO Iieda S-
i xpomocoMbl. Y 15% OO0NbHBIX JTaHHAS MMATOJIOTUS SIBJISIETCS PE3yJabTaroM TpaHciokanui. W3penka
BBISIBIISIIOTCST  MO3aWYHBIC BAPHAHTHI WIIH KOJIBIIEBAst XPOMOCOMA.

Kaunuxa. BeposTHOCTh pOXKIEHHUS C JaHHBIM CHHAPOMOM HE 3aBUCUT OT BO3pacTa pOAHUTEIEH.
bepemMeHHOCTD MJI0JOM YaCTO COIIPOBOXKIAETCS yTPO30M BHIKHIBIIIA.

KpI/IK HOBOPOXJACHHOT'O pe6eHKa IMMOXO0K Ha KOIAYbC MSAYKAHBC, MI/IKpOI_IC(l)aHI/Iﬂ, leHoo6pa3Hoe JIMIIO,
OIIMKAHT, KaTapakKTa, KOCOIIa3ue, (I)I/I3I/IHCCKOC 1 YMCTBCHHOC HEJOPA3BUTHUC, BPOKICHHBIC IIOPOKU
cepana, MOYEII0JI0BOM CUCTEMBI, CHHIAKTWUJINA I1AJIBICB HOT.

IIpoenos. TIpooomKUTEIbHOCTh KH3HU 3aBUCUT OT CTENEHH MOPaKeHHs] BHYTPEHHHX OpraHoB.
BonbmuHCTBO GONMBHBIX YMHUPAIOT B MIEPBBIE TOMBI )KU3HHU, HEKOTOphIE JocTuraT 10-1eTHero Bo3pacra.
Enunnynbie 60mbpHBIE TOCTHTAOT SO-JIETHEr0 BO3pacTa.

Jleuenue. MGTOI[I/IKa TCpanunun OUKTYCTCId TCMHU MATOJOTMYCCKHUMHU HAPYHICHUAMH, KOTOPBIC
OTMCYAKOTCA y ITAlIUCHTOB.
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HALISITHBIA METOJIUMYECKHUN
MATEPHUAI
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Ipuioxenne 1.

MpuNACHYTBIA HOC U NMLO,
NPUNOAHATbIE BBEPX
CKOLWEeHHble rnasa.
OauHOYHaA ckNaaka Ha nanoHu ("obesbaHbs”)

YKOPOYEHHBIH NATLIFA Naned,

NOBEPHYTbIA BHYTPb.

Haneko oTcTaBneHHbIH Gonblioi naneu
W Pa3BUTLIE KOXKHbIE CKNAAKM Ha CTYMNHE.

®orto 1. BHemHue npu3Haku yenoBeka ¢ cuHapomMoM JlayHa
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®orto 3. «Crona — Kayaakay Mpu CUHIPOME DIBapca.
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®doro 2. B3pocnbrit
MY>KIUHA
c
CHUHJIPOM

Mayna



®oro 4. Pacuiennnbl BepxHeii ryobl 1 HeOa pu cuaapome [aray
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Puc 2. EBHyxougHO€ Tenmocnoxenue npu cuaapome Knaitadensrepa (crpasa — 310pOBIN My>KUHHA,
clieBa — My4uHa ¢ cuaapomoM Kaiiadensrepa)

®oto 5. Cunapom Knaiingensrepa: runekoMacTus (yBeIHMUEHHE MOJIOYHBIX JKETIE3).
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®oto 6. Buemnue npusHaku cunapoma llepmesckoro — TepHepa: HU3KUi pocT BosloC Ha 1iee (A),
muMparrueckuit otek kucteit pyk (B), cron (C), ntepurnym meitnsiit (D).

®oto 7. JIBeHanuaruneTHss aeBouka ¢ cuaapom [lepmesckoro — TepHepa.
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KOHTPOJIb DOPEKTUBHOCTHAU
OBYYEHUA

249
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KAPTOYKA 1.

3AZIAHHUE Nel

HUnempykyusa: Beibepure OAMH MPaBWIBHBIA OTBET U3 MPEIOKCHHBIX.

1. HUzmenenue cmpykmypwvi 2eHa 1excum 6 0CHOge:
A) KomOMHAaTHBHOW M3MEHUYUBOCTH,
b) MonudukamoHHol W3MEHYUBOCTH;
B) MyTanmoHHO# ©3MEHYHUBOCTH;
I') [onumionauu.

2. Paoduayus — smo...mMymaceHnuwii haxmop.
A) XUMHYCCKUH;
b) ®usnueckuii;
B) buonornyeckwit;
I') BepHoro orBeTa HeT.

3. Aenenue nomepu 00HOU XPOMOCOMbL NOIYUUNO HA38aHUe (2n-1):
A) Monocomuu;
b) Tpucomuy;
B) [Monmucomuu;
I') [Monmummonany;

4. Cunopom Lllepewesckozo-Teprepa modrcem 603HUKHYMb 6 pe3yibmame:
A) Iomummonauu;
b) [Momcomuu;
B) Tpucomuu;
I') Monocomuu.

5. Aenenue uzmenenus yucia Xxpomocom, Kpamuoe 2aniouoHomy Habopy HA3bl8AemcsL:
A) INonmurmmonaus;
b) INonucomusi;
B) Henemus;
I') Tpucomus.

6. Ankoconb —3mo ... MymazeHuwiil paxkmop.
A) XUMHYCCKUH;
b) buonornueckwii;
B) ®usnueckuid;
I') BepHoro orBeTa Her.

7. Mymayuu, komopbsie npugoosm K NOGbIUEHHOL YCIMOUYUBOCTNU OP2AHUIMA, HA3bIBAIOMCAL:
A) Comaruveckumu;
b) HeltitpanpHpiMu;
B) I'enomHBIMY;
I') BepHoro orBeTa Her.

8. Mymayuu, komopbsie npoucxo0sm 6 noa08bIX KJIemKax (C1e008ameibHO, HAC1e0YIOmMCcsl),
HA3bI8AIOMCSL:
A) Comamuueckumu,
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9. b) I'enepamusnwvimu,
B) Hone3nuvimu;
I') I'ennvimu.

10. Mymayuu, céazannvle c usmeHenuem cmpykmypvl XpOMOCOM, HA3bIBATOMCAL:
A) TouxoBsle;
b) I'ennsie;
B) I'enomHble;
I') BepHoro orBera HeT.

11. B Kaxux 803pacmuvix UHMEPBALAX CyuecmeeHHO NOBbIUAENICS PUCK POACOEHUSI PeOEHKA ¢
XPOMOCOMHBIMU AHOMATUAMU.
A) 25-30 ner;
b) 35-40 ner;
B)20-25 ner;
I') 30-35 ner.

3AJIAHUE Ne2

Hucmpyrkyusa: PaccMorpute pucyHku 1-4. HailguTe COOTBETCTBHE KaXKIOTO PHUCYHKA U
CIIEIYIOIIUM TEpPMUHAM:

A - Jlynnukanus
b - Jlenemus
B - Tpancnokanus

I'- HuBepcus

ABCDEEG ABCDFGH ABCDEEG ABCDE EG
* -
o RLMNOP ‘ *
Ak
¥ D
* * A<Y EG ABcDt g
BE EF
D
COE
4 BAEG ABCDIWOP * *
ABEDCFG  KLMFGH ABEFG LABCDECDEFG
Puc.1 Puc.2 Puc.3 Puc.4
3anonHuTe TaOIMIy:
Pucl. Puc2. Puc.3 Puc.4
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3AJTAHUE Ne3

HHcmpyKuu}z: PaCCMOTpI/ITe PUCYHOK KapHOTHIIa 4Y€JIOBCKa C aHOMAJIMEH KOJIMYSCTBA XPpOMOCOM.
VYkaxure XapaKTepHBIfI CUHAPOM JIs1 JAHHOT'O KapHOTHUIIA. VYcraHoBuTe 1moj OOJILHOTO.

"

7 8 9

§% &l
e s

10 11 12

dhddAe xzmm XX XN

13 14 15 16 17 18 19 20
Ah4 A& 33 TS
21 22 X X

3AZIAHHUE Ne4

Hucmpykyus:  yCTaHOBUTE

COOTBETCTBHE, MOJb3YSACh pPHUCYHKaMU C  ¢ororpapusimMu

XPOMOCOMHBIX 3a00JIeBaHHI YeJIOBEeKa.

3abonesanue

Munumanvhusiii ouacnocmuyecKuil Kpumeputl

1.Cungpom [layna

A. Kpuk, moxoxuili Ha KoIllaube MsSyKaHbe (M3MEHEHHs TOpTaHH),
MuUKponedanus (YMEHbIICHHE Pa3MEPOB TOJIOBBI), TyHOOOPA3HOE JUIIO
C YMEHBUICHHOW BEPXHEH YEIIOCTBI0 M CKJIAJIKAMM B YIOJKax IJIas,
HU3KO PpaCHOJOKEHHBIE e(OPMHUPOBAHHBIE YIIH, IMOPOKH CepAla,
TsoKenas opMa YMCTBEHHOW OTCTaJIOCTH.

2.Cunnpowm lllepmieBckoro-
TepHenpa

I'. Cunpom xapakTepeH TOIbKO Jis xeHIuH. [1omoBoi nHbaHTHIH3M,
KPBUJIOBH/IHAS CKJIAJIKA HA 11I€€, HU3KUU POCT, TOPAXKEHUS CepALa,
AHOMAJIMU MTOYEK, MHOTJA - YMCTBEHHAS! OTCTAJIOCTb.

3.CUHIPOM «KOIIAYbETO KPUKa)»

B. Cunapom xapaktepeH TOJIbKO NI MY>KUiH. BeICOKUiT pocT, JyIMHHbBIE
PYKH, HEKOTOPAsl arpECCUBHOCTh B MMOBEICHUH, HHOTAA HECKOIBKO
CHWKEH MHTEJLJICKT.

4.CuHIpOM MOTUCOMHUU TIO Y-
XpOMOCcoMe

B . HeBbiCOKMI pOCT, KpyIVIOE IUIOCKOE JIMIIO, MOHTOJIOMIHBIA pas3pe3
r1a3, MaJieHbKue AeQOPMHPOBAHHBIC YIIH, IONYOTKPBITHIH POT C
TOJICTBIMH Fy6aMI/I, IMOPOKH CCpAla MW OpraHoOB IMMHUIICBAPUTCIIBHOTO
TpakTa, «00e3bsiHbs» 00p0o3/1a Ha JIaJOHHU, CPEAHSISI POJOKUTEIHHOCTD
KW3HU- 50 JIeT, yMCTBEHHAs OTCTaJIOCTh
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KAPTOYKA 2.

3AZIAHHUE Nel

HUnempykyusa: Beibepure OAMH MPaBWIBHBIA OTBET U3 MPEIOKCHHBIX.

1. Hsmenenue uucna xpomocom nexcum 6 ocHOGe:
A) KomOMHAaTHBHOW M3MEHUYUBOCTH,
b) I'ennoit myTanuu;
B) XpomocomHoii MyTanmu;
I') 'enomHOl MyTanuu.

2. Cunopom Knavinghenomepa mooicem 603HuKHyms 6 pesyiomame:
A) ITonmucomuu;
b) Tpucomuuy;
B) [Monmummonaumy;
I') Monocomuu.

3. Aenenue npuobpemenusi 0OHOU XPOMOCOMbL NOIYHUULO HA36aHUe (2n+1):
A) Monocomuu;
b) Tpucomuy;
B) [Monmucomuu;
I') [onumionauu.

4. Koaxuyun — smo ... MymazeHHwlil (hakmop.
A) Ousnueckuit;
b) buonornueckwii;
B) Xumuueckuii;
[")BepHoro orBera HeT.

5. B Kkakux 603pacmHulx UHMePBAIax CyujeCmeeHHo NOGbIUACMC S PUCK POJICOeHUs. pebEHKA ¢
XPOMOCOMHBIMU AHOMANUAMU.
A) 35-40 ner;
b) 25-30 ner;
B) 20-25 ner;
I') 30-35 mer.

6. Mymayuu, ceéazannvle ¢ usMeHeHueMm CmpyKnmypvl XpOMOCOM, HA3bIBATOMCAL:
A) ToukoBbI€;
b) I'ennsle;
B) I'enomHEIE;
I') XpomocomHBbIE.

7. Cunopom Lllepwesckoeo - Tepnepa modcem 603HUKHYMb 6 pe3yIbmame:
A) Iomummonanw;
b) [Monucomuu;
B) Tpucomuu;
I') Monocomumu.

8. Mymayuu, komopwsie npoucxoosm 8 Kjiemxkax meia (c1e0o8amenbHo, He HaACl1eOVIOmcsl),

HA3bI8AIOMCS:
A) CoMaTn4ecKkumu;
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9. b) I'enepatuBHbIMU;
B) Ilone3upimu;
I') l'ennbpIMU.

10. Bupyc kpacnyxu — smo ... MymazeHHbvli (hakmop.
A) Xumnueckuii;
b) buonorunueckuii;
B) ®usnueckui;
I') BepHoro orBera HeT.

11. Cunopom Jayna mooicem 603HUKHYMb 6 pe3yivmame:
A) [omummonanmy;
b) [onucomuu;
B) Tpucomuu;
I') Monocomumu.

3AJIAHUE Ne2

Uucmpyrkyusa: PaccMoTpute pucyHku 1-4. HailguTe COOTBETCTBHE KaXKIOTO PUCYHKA U
CJIENYIOIIUM TEPMUHAM:

A - Jlynnukanus
b - [Henemus
B - Tpancnokanus

I'-  HWuBepcus

ABCDEEG ABRCDFGH ARBCDEEG ABCDETFG
* -
o KLMNOFP * *
4 S} G
B F D
c-D C‘,---,_’E
* * ACY FG ABCcDl g
BE EF
D
COHE
4 BAEG ABCDNOP * *
ABEDCFG ELMFGH ABEEG ABCDECDEEG
Puc.1 Puc.2 Puc.3 Puc.4

3anonHuTe TaAOIHUILY:

Pucl. Puc?2. Puc.3 Puc.4
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3AJTAHUE Ne3

HHcmpyKuu}z: PaCCMOTpI/ITe PUCYHOK KapHOTHIIa 4Y€JIOBCKa C aHOMAaJIMEH KOJIMYSCTBA XPpOMOCOM.
VYkaxure XapaKTepHBIfI CUHAPOM JIs1 JAHHOT'O KapHOTHUIIA. VYcraHoBuTe 1moj OOJILHOTO.

LICH « w
TRy

13 14 15

Ab AR

2t 22

3AJTAHUE Ned

Hnempyxyusa:

KX IR 48R XKKK

Ji

YCTaHOBUTE

19 20

COOTBETCTBHE, IOJB3YSACh PUCYHKaMH C  ¢oTorpadpusmMu

XpPOMOCOMHBIX 3a00JIeBaHMIi YeIOBEKA.

3abonesanue

Munumansvuwiii ouacnocmuyecKuil Kpumeputl

1.Cungpowm Ilaray

B. Cunapom xapakTepeH TONbKO Jyist skeHIuH. Ci1abo pa3BUTHI
MOJIOBBIE TIPU3HAKH, HAPYIIICHO TI0JIOBOE Pa3BUTHE, TPyObIe YepPTHI JIHIIA,
¢burypa HanmoMHUHAET MYKCKYI0, MHOT/IA - YMCTBEHHAsl OTCTAJIOCTh

2.Cunapom Knaiindensrepa

I'. V3kue kopoTkue IJIa3Hble €U, JAe(HOPMHPOBAHHBIE HHU3KO
pPacHoyiO’)KEHHbIE YIIHM, MAaJICHbKUH pOT, KOpPOTKas Ies, «ITUYUN
npoduiab», MHOXKECTBEHHbIE NOPOKH pa3BUTHUS, HEIPABUIBHO
c(OpMUPOBAaHHbIE CTOIBI C BBHICTYMAIOLIEH NATKOM U IMPOBUCAHUEM
CBOZA («CTOMa-Kavajaka»), paHHsAs CMEPTHOCTb.

3.Cungpom DaBapaca

A. CHHIIpOM XapaKTEPEH TOJIBKO I MY>K4MH. BBICOKHH poOCT,
€BHYXOMJIHOE CTPOCHUE TEJI0CI0KEHHSI, THHEKOMACTUs, CIa0bIid POCT
BOJIOC Ha JIUIIE, B MOAMBIIICYHBIX BIAJUHAX U HA JOOKE, CKIOHHOCTb K
OKUPEHUIO; AMYKU PE3KO YMEHBUIEHBI B pa3Mepax, HapylIeH
criepMaToreHes, 0ecIuIoiue, 4acTo yMCTBEHHasl OTCTAIOCTh

4.Cunyipom
XpoMocoMe

IMOJIMCOMHH

no X-

B. Pacmienuna BepxHeii ryosl U HEOA, T0O HU3KHIMA, CKOIIICHHBIH,
TJTa3HBIC MU Y3KUE, VITHBIC PAKOBHHBI JIe()OPMHUPOBAHEI, IIOPOKH
OPTaHOB 3PCHUSI, MHOXKECTBEHHBIC TTIOPOKHU Pa3BUTHS, PAHHSIS
CMEpPTHOCTh
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ITAJIOHBI OTBETOB K KOHTPOJIIO DOPEKTUBHOCTHAU

KAPTOYKA 1.

3AJTAHUE Nel

OBYYEHUA

1 2 3 4 5 6 7 8 9 10
B b A r A A r b r
3AJIAHUE Neo2

Pucl. Puc?. Puc.3 Puc.4
r B b A

SAJAHUE Ne3

[IpencraBineH KapuOTHUII KEHIIMHBI C CHHAPOMOM JlayHa.

3ATIAHUE Ned

3abonesanue

Murumanvrsiil OuacHOCMUYecKuli Kpumeputi

1.Cunanpom [layna

B. HeBbicokuil poCT, KpyIIoe IIOCKOE JIUL0, MOHTOJIOMIHBINA pa3pes
1a3, MaJleHbKUe 1e()OpMUPOBAHHBIE YIIH, TIOIYOTKPBITHIH POT €
TOJICTBIMU T'yOaMu, MOPOKH Cep/lia U OPraHOB MUILEBAPUTEILHOTO
TpaKTa, «00e3bsAHbs» 00pO3/]a Ha JIAZOHH, CPEIHSSI TPOIOJKUTEILHOCTD
KU3HU- 50 JIeT, yMCTBEHHAs OTCTAJIOCTb.

2.Cunnpowm lllepieBckoro-
Tepuenpa

I'. Curnpom xapakTepeH TOJIbKO aJis keHIH. [TonoBoi nHpanTrIn3M,
KpPBUIOBH/IHAs CKJIAJIKA HA L€, HU3KUM POCT, IOPaXEeHUs Cepaua,
AHOMAJINU TOYEK, UHOTA - YMCTBEHHAsl OTCTAJIOCTb.

3.CUHIPOM «KOLIAUYbEro KPUKa

A. Kpuk, 1oxoxuii Ha Kolauybe MsyKaHbe (M3MEHEHHsI TOpPTaHH),
MUKpolnedanus (yMEHbIIEHUE pa3MEPOB IOJI0BBI), TyYHOOOPa3HOE JIHILIO
C YMEHBIIECHHON BEPXHEN YENIOCTHIO U CKIIQJKaMH B YrOJIKax IJIas,
HU3KO PACHOJIOKEHHbIE Ie()OPMUPOBAHHBIE YIIIH, IOPOKU CEpALa,
TsDKenas (hopMa yMCTBEHHOH OTCTaJIOCTH.

4.CuHJIpOM TOJIUCOMUU TIO Y-
XpOMOCOME

b. Cunapom xapakTepeH TOIBKO JJIsI My>KUMH. BBICOKHIA pOCT, NJIMHHBIE
PYKH, HEKOTOpasi arpecCHBHOCTb B IOBEIEHHWHU, HMHOIA HECKOJBHKO
CHW)KEH UHTEIUJICKT.
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KAPTOYKA 2.

3AZIAHHUE Nel

1 2 3 4 5 6 7 8 9 10
r b b B A r r A b
3AJJAHUE Ne2

Pucl. Puc?2. Puc.3 Puc.4
r B b A

3AJIAHUE Ne3

[IpencraBieH KapuUOTUI KEHIIMHBI C CHHIPOMOM IABapica.

3AJIAHUE Ned

3abonesanue

Munumanvhwsiii Ouacnocmuyeckuil Kpumeputl

1.Cungpowm Ilaray

b. Pacmenuna BepxHeit ryOb1 1 HEOA, 100 HU3KUH, CKOIIIEHHBIH,
IV1a3HbIE MU Y3KHUE, YIIHbIE PAKOBHHBI 1€(OPMHUPOBaHbI, TOPOKH
OpraHoOB 3pEHUS, MHO)KECTBEHHBIC IIOPOKU PA3BUTHS, PAHHSISA
CMEpPTHOCTb.

2.Cunapom Knaiindensrepa

A. CuHIpOM XapaKTepeH TOJbKO I MYKUuMH. Bpicokuii pocr,
€BHYXOMJIHOE CTPOEHHE TEJOCIOKEHUsS,, THHEKOMACTHUsl, CJIa0blii pocT
BOJIOC Ha JIMLE, B IOAMBIIIEUHBIX BNAJWHAX U HA JIOOKE, CKIOHHOCTh K
0)KUPEHUIO; SMYKU PE3KO YMEHBUIEHBI B pa3Mepax, HapyllcH

CIICPMATOI'CHE3, 6CCHJ'IOI[I/IC, 4aCcTO YMCTBCHHAA OTCTAJIOCTDh

3.Cunnpom Oxasapaca

I'. V3kue xopoTkue Ia3Hble meiu, 1e(hOpMUPOBaHHBIE HU3KO
PacroNoKEeHHBIE VI, MAJIEHbKHUH POT, KOPOTKAs IIesl, «IITUYHMA
pO(UIIEY, MHOXKECTBEHHBIE TIOPOKH PA3BUTHUS, HEMIPABUILHO
c(hOpMUPOBAHHBIEC CTOIBI C BHICTYMAIOIIEH MATKOM U IPOBUCAHUEM
CBOJIa («CTOMa-Kayakay), paHHssI CMEPTHOCTb.

4.Cunapom
XpOMOCoMe

IIOJIMCOMMH

no X-

B. Cunzmpom xapakTepeH TOJbKO s skeHmUH. C1abo pa3BUTHI
MTOJIOBBIE TIPU3HAKH, HAPYIIIEHO TI0JIOBOE Pa3BUTHE, TPYOBIC YEPTHI JIHIIA,
¢burypa HamoMHHAET MYKCKYI0, MHOT/IA - YMCTBEHHAsl OTCTAJIOCTh
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KPUTEPUU OLIEHKHW 3BHAHUHN U YMEHUH
OBYYAIOIIIUXCS

3aganue Nel

Kaxxp1it mpaBUIbHBIN OTBET Ha Borpoc +1 6an.
MaxkcHuMaabHO€e KOIM4ecTBO 0amios- 10.

3aganue No2

Kaxxnoe coorBeTcTBre Ne prucyHka u mipeiaraeMoro tepmuna +1 6asm.
MaxkcHMaabHOE KOJIMYECTBO 0aIoB - 4.

3aganue Ne3

[IpaBWIIBHO YCTaHOBIICGHO HAa3BaHKME CUHApPOMA +1 Oast.
[TpaBmiibHO ycTaHOBIEH Tox +1 6a.

MaxkcHuMajbHOE KOJIMYECTBO 0aIoB - 2.

3apanne Ned

Kaxxmoe cooTBeTcTBHE HAa3BaHUsI CHHAPOMA U €70 MUHUMAJIBHOTO IUArHOCTUYECKOTO Kputepus +1
oa.

MaxkcuMajibHO€E KOJINYeCTBO 0aIoB — 4.

% NpaBUJIbHBIX OTBETOB KosmvecTBo HaOpaHHBIX OT1merka
0aJ10B
100-90 % 20-18 «5»
89-80 % 17-16 «4»
79-70 % 15-14 «3»
69% u MeHee 13-0 «2»
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3AJIAHUE HA JJOM

Hcnonp3ys Marepual JIEKIMU U y4eOHHKA, COCTaBUTh KPOCCBOP/I IO M3ydeHHOM Teme u3 10 ciioB.
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