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PEINEH3UA

HAa METOANYECKOoe Mocooue mo mucnuiimae « MeMuuHCKas reHeTHKA) 110
TeMe «XPOMOCOMHBIE 00JIe3HI.

Aemop: I[llamanosa Enena BuxmopoeHna, npenooasamens MEOUYUHCKOU
eenemuru, I keanuguxayuonnoi xamezopuu I'OY CIIO eopooa Mockeer Ceamo-
Jlumumpuegcrkozo yuunwma cecmep Munocepoust llenapmamenma
30pagooxpaneHus 20pooa Mockeul

PeniensupyemMsliii MaTepHall METOAMYECKOr0 MocoOus mpencraBiieH Ha 54
CTPaHHUIIAX KOMIBIOTEPHOro Tekcra.  OH  BKIIIOYAeT  OPraHU3alHOHHO-
METOMYECKUi OJIOK, coAepKaluii BBEACHUE, KPATKyI0 MOTHBALIMOHHYIO YacCTh,
CXEMBI MEXIIPEIMETHHIX CBSI3€H MUCIUIUIMHBI ¥ BHYTPUIIPEAMETHBIX CBA3CH
TeMBI, Ied OOydYeHHs CTYICHTOB, IUIAH TPOBEICHHUS 3aHATUSA, OCHAIIECHUE
3aHATHUA, TEOPETHUYECCKUM OJIOK, COJAEpKAMMUA TEOPETHUYECKUM Marepual u
rioccapuii; 0J0K HaATrJLIAHBIX MAaTEepHAIoOB;, OJOK KOHTPOJHPYIOMHUX MATEPHAIOB,
BKJTIOYAIOIIHWH 3aaHUA i1 UCXOTHOTO M WTOTOBOTO KOHTPOJIA 3HAHWM, a TAKKe
STaJIOHBI OTBETOB K HUM M KPHUTEPHH OIICHOK; 3aJJaHUE HA JOM, CIHUCOK OCHOBHOM
U IOTIOJTHUTEIIEHON JINTEPATyPHI.

Metoamdaeckoe mocodme Mo3BOJIAET, HE Mpuderas K ApyTUM HUCTOYHUKAM,
MOJTHOCTBIO PACKPBITH TEMY 3aHATHSI. B ydeOHOM Marepuane NpOCIEKUBACTCA
npeebHas YETKOCTh TIPUIHUHHO-CJIECTBEHHBIX CBSI3EH. ITocobue
WLUTIOCTPUPOBAHO HAIJIIAHBIMH CXeMamu, Talbnuiamu, pucyHkamu. Bce 310
MO3BOJISIET CTYICHTAM JOCTYIHO M YCIEITHO YCBOUTh TEMY 3aHATHSL.

3agaHuA Ui ONPEHENICHUS HMCXOMHOTO W HWTOTOBOTO YPOBHA 3HAHWN U
YMEHHUH BKIOYAIOT BEITIOJIHEHHWE TECTOBBIX 3alaHH, 3amojHeHue mycTtorpadon
(Tabmun, cxem), paboTy ¢ HamIIAHBEIM MaTepuajioMm (dotorpaduu OOJBHBIX
XPOMOCOMHBIMHM ~ 3a00JICBaHHUSAMH), VCTAHOBJICHHME COOTBETCTBHM. 3ajaHUA
COCTABJIEHBI KOHKPETHO, C(hOPMYITHPOBAHBI B JOCTYIHOM IJIA CTYyACHTOB (popme,
IIOMOTAIOT CHCTEMAaTH3UPOBaTh M YKPEIULATH 3HAHWSA, €CTh HHCTPYKIHH K
BBIIIOJTHEHUIO 3aJaHUH.

Marepuan METOAUIECKOTO MMOCOOHS MOXKET OBITh MCIIOIB30BaH B OOJIBINIEIH
WY MEHBIIEH CTENEHW MPH W3YYECHUH MPEIMETOB OOIIEMEIUIIMHCKOTO IMUKIIA U
LHKJIA CHEHUATbHBIX JUCITATIINH.

Merogmyeckoe  mocobme  COCTaBJIEHO  TPaMOTHO, COOTBETCTBYET
TpeboBaHuAM l'ocymapcTBEHHOro 00pa3oBaTENBHOTO CTaHAapTa u pabouei
IIPOrpaMMe II0 IPEeAMETy M MOXKET OBITh PEKOMEHIOBAHO IS HPOBEHCHUS
TEOPETUYECKUX 3aHATAA y4eOHOM MUCHHMIUMHBI «METUITMHCKAs TeHETHKAa» II0
crnenuansHocTH 060109 CectpuHCcKOE n1ei10.

PeneH3eHT: MpENoaaBaTel b aHATOMHHY ¥ (DU3UOIIOTHH YEIOBEKA,

KaHAuaT ¢apMaleBTHYECKHX Hayk, | kBammdukarmoHHOH

kareropuu ['OY CIIO Caaro-/[MMHTPHEBCKOr0O YUMJIHINA CECTED |

Muiocepousa [lemapramenTa 31paBOOXpaHEHUS Topoaa MOCKB%/EGH}IKOB K. B
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PEIIEH3U S

Ha MeTOAHYECKOoe NocodHe IO TUCHHILINHE «MeIIHIll/lHCKaﬂ IFCHETHKAa» no
TEMe «XpOMOCOMHBle 0osresHn».

Asmop:  Hlamanosa FEnena Buxmoposna,  npenodasamens MEOUYUNHCKOT]
eenemuxy, I . keanuguxayuonnor xamezopuu I'OY CIIO 20poda Mockew: Cesmo-
Humumpuesckozo Yuunuwa cecmep munocepous Henapmamenma
30pasooxpanenus 20poda Mockew:

Ipencrasnennoe METOHYECKOE rocotue TUTSE IIPOBENE€HHUS
TCOPETUHECKOro 3aHATHS MO TeMe: «XPOMOCOMHBIE GOJe3HMD JUACHUTIIAHB]
«Menuuunckas ICHETHKa», crenuanbHoct 060109 «Cecrpurckoe  neson
COLEPXHUT B CBOEM COCTaBE METOIMYECKHE YKa3aHUA TI0 NPOBEAECHUIO TAHHOIO
3aHITHS.

Metonmmaeckoe mocoGue BKTIOUAeT CICYIOIIUE COCTABHBIE YACTHU:
OPTaHU3AIMOHHO-METONMYECKHUit GIOK, KOHTPOMb HUCXONHOTO YpPOBHS 3HAHMIL,
MH(QOPMAITOHHBIN 610K, HATISIHDIN METOUYECKUH MaTepuan (IpUIOXKeHye),
KOHTPONIE 3 (YEKTUBHOCTH 06y UeHNs, 3a0aHke Ha JIOM. ’

Opranuzanuonno-MeTonmaecknii 6ok CONEPXHT: TNpeaHazHauYeHUe
AQHHOTO METOAMYECKOTO MOCOOHS, MOTHBALIMIO, TEMy M LENH 3aHATHS,
MEXIIpeIMETHEIE CBS3U TUCIUTUTHHE] «MenunuHckas reHEeTUKay,
BHYTPHIIPEIMETHEIE CBS3H TEMbI «XPOMOCOMHEIE Gonesnm», nnan npoBexeHus u
OCHAICHHE 3aHATHUSA, JIATEPATYPY I CTYLEHTOB. B ruiame IIPOBEAECHUS 3aHATUS
OTMEYCH XOA 3aHATHA. B wuH(OpManmoHHOM Gi0Ke OTPaXEHBI: 3TUOJIOIHS,
1acTOTa BCTPEIaeMOCTH, KapHOTHII, KIHHHKA, IIPOTHO3, JIEYEHUE XPOMOCOMHEIY,
3abonesannii. B rioccapuu [IPEJICTABIICHbl HEOOXOMMMEIE TEPMHHBI U IIOHSTHS,
HCTIOJIE3YEMBIE IIPH M3YYEHUH HOBOTO MaTepHana.

HAunaxtideckne  memm  cocrasiieHEs I'PaMOTHO,  COOTBETCTBEHHO
U3TI0XKEHHOMY MaTepuaiy, IIOCTaBICeHHEIE eIk NIPOCTICKUBAIOTCS HA IPOTKEHUH
Beero samsatws. IlpencraBnennas cxema MEXNPEAMETHBIX CBSI3€H MUCIHUIUIMHEI
«MeNuIUHCKAs TeHeTHKa» OKa3EIBAET BAXHOCTh H3YYEHHOIO MarepHana Ijis
JPYTHUX IPEIMETOB. ’

Ha ypoxe wcmomssyercs TCO: MyJIbTUMEIUAHA  Npe3eHTanus
«XpOMOCOMHEIE boste3um». IenecoobpazHo OTMETHUTh. MNpPUMEHEHHE
HH()OPMAIHOHHO-HILTIOCTPATHBHOTO Marepuaia, TNpPeNCTABICHHOIO B BUJE
TabNIML, DHCYHKOB, cXeM, KOTOPBIH  IIOMOTAeT .ydJarmmcs BH3YyaJIbHO
BOCIPHHMMATh Martepuall. YeTKo, rpaMOTHO, a ITIaBHOE JOCTYIIHO H3IIO’KEHHAS
MH(DOPMALHS C HCIIONB30BAHHEM HAMTISIHOIO MaTepualia KpaifHe He0OX0oquMa.

- Vcnomssyemsiit KOHTPONMMPYIOWMI MaTepuan INpeACTABIEH B BUJIE
TCCTOBBIX 3aJiaHMH, 3aNONHEHHs IyCTOrpacdoB (cxeM), paGoTHI C HATJIAMHBIM
MaTepuanoM  (pororpadum  GOMBHBIX XPOMOCOMHEIMH  3a60JIeBaHUAMHK),
YCTAHOBIICHYS COOTBETCTBHH. B METONMYECKOM HOCOGHH MMEIOT MecTo 3TaJIOHE!
OTBETOB ¥ KPUTEPUH OLEHKH 3HAHUM, yMEHHi CTYZIEHTOB.



MeTonugeckoe mocoOHe MO3BONSET OIEHHWTH STATIEI ypoKa, maeT
BO3MOXHOCTR B Ooniee CnaGbIX TpymIax, He Hpuberas K APYTHM HCTOYHHKAM,
IIOJIHOCTBIO M3YYUTh TEMY, YAECIUTh BHUMAHNE HEITOHSITHHIM MOMEHTAM 3aHSTHSI.

Curraro, 94TO HaHHOE METOAMYECKOE IOCOOME COCTABIICHO IPaMOTHO,
COOTBETCTBYeT TpeboBaumaM I'ocynapcTBEHHOTO 06pa3zoBaTEILHOIO CTaHJapTa H
pabouedl mporpamMMe U MOXeT OBITh PEKOMEHIOBAHO IS IIPOBEICHUS
TECOPETHYCCKUX 3aHATHN y4eOHON IMCHMIUIMHBI «MeIUIIHHCKas TeHeTHKa» o
cnenuaabHOCTH 060109 «Cectpuuckoe nenoy.

PenensenT: mpernonasaTens 6MOTOTHH, BBICIIEH KBAIU(UKAITHOHHOM
kateropua I'OY CIIO MV Ne 9 Jlenapramenta 31paBooxpaHe st ropoja

MockBEI

o
Cpomenko JLK.
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OPI'AHU3AIIMOHHO - METOAUMYECKUHA
bJIOK



NHNPEJHA3ZHAYEHUE

JanHoe METOUYECKOE nocobue o yueOHOU JTUCIUILINHE
«MEJUIINHCKAA I'EHETUKA» CO3aHO B COOTBETCTBUH v
rOCy/lapCTBEHHBIMU TPEOOBAaHUSIMU K MHUHUMYMY COJEP)KAaHHUA M YPOBHIO
MOJATOTOBKM BBIITYCKHUKA MEAMIIMHCKOIrO y4rivma mo cnenuainbHoct 060109
«Cectpunckoe gemno» 51 0a30BOro ypoBHSA CpeaHEro MpodeccrnoHaIbHOTO
o0pa3oBaHMsI HA OCHOBE paboueii MporpaMMBbl.

[IpencraBieHHOE METOAMYECKOE IOCOOME MOXKET OBbITh HCIIOJIB30BAHO
CTYJE€HTaMH KaK Ha 3aHATUAX, TaK U BO BHEypouyHOe BpeMs. OHO MO3BOJISET, HE
npuderas K JIpyruM MCTOYHHKAM, MOJHOCTBIO U3YUUTh TeMy 3aHATUA. CTyIEHTHI,
HEJIOCTaTOYHO XOPOILO YCBOMBIIME MaTepual II0 JAHHOW TeME B OTBEICHHOE
yueOHOE€ BpeMs WM MNPOIMYCTUBLIME 3aHATHE, MOTYT HCIIOJIb30BATh JAHHOE
nocobue JUisi CaMOCTOATEIBHOIO M3YUYEHHMsI MPOIYIIEHHON TEMbl U CAaMOKOHTPOJIS
3HAHUU.



MOTUBALIUA

Tema «XpomocoMHbIe O0JIE3HIY ABISETCS OJTHOM M3 HanbOJIee UHTEPECHBIX U
OCHOBOTIOJIATAIOMINX B MPOIECCE M3YyUYEeHUS] MeTUIIMHCKON TeHeTuku. [lo XX Beka
TJIaBHOM TpoO6JIeMO MEeTUIIUHBI ObLITN MH(EKIIMOHHBIE 3a00JIeBaHNUs, YHOCHUBIIIHE
MUJUITMOHBI YE€JOBEUECKUX KU3HEH. OTKphITUE AHTHOMOTHKOB BJIOXKUIO B PYKHU
MeIMKOB 3 dheKTuBHOE opyaue 00prObl cO MHOTMMH MH(peKknusIMu. B HacTrosiee
BpeMsi MEAMIIMHCKAM paOOTHUKAM BCE 4Yallle MPUXOJIUTCS HMMETh JEeJ0 C
HACJICCTBEHHON MAaTOJIOTUEH, YUCIO KOTOPOW IMOCTOSHHO PAacTET, OTMEYarOTCs
HOBBIE (hOPMBI HACIEIACTBEHHON MATOJIOTMH. JTU 3a00JE€BaHUS MOTYT C BBICOKOMN
BEPOSITHOCTBIO SIBUTHCS MPUUYMHON MHBAIUTHOCTH WJIU MPEKIACBPEMEHHONU THOETH
nanreHTa. [lo3ToMy B COBpPEMEHHBIX YCIOBHAX MEIULMHCKAs CECTpa JOJDKHA
UMETh MPEACTABICHUE O Pa3IMYHbIX HACJIEJCTBEHHBIX MATOJOTUAX, O MPUYHHAX
UX BO3HMKHOBEHHS, BOZMOXKHBIX Mepax MPeaynpexaACHUs UX BO3HUKHOBEHUS, 00
OCOOEHHOCTSIX yX0Jia 3a OOJIbHBIMU C HACIEIACTBEHHOHN mnartosiorueil. Marepuar,
U3YUYEHHBIM HAa JIaHHOM JEKUWH, MOXXET OBbITh HCIOJIb30BaH B OOJIbLIEH WK
MEHBIIEH CTETIEHH IPHU U3YYEHUH MPEAMETOB OOIEMEIUIIMHCKOTO UKIIA U [IUKJIA
CHEeUaTbHBIX JUCLMILIINH.



TEMA 3AHATUSA: XPOMOCOMHBIE BOJIE3HH

BUJI 3AHSITUSI: KOMOMHUpOBaHHOE  (TEOPETHYECKOE —  JIEKIIMOHHOE ¢
AJIIEMEHTaMH CaMOCTOSTEILHON paboThI).

BPEMSI, OTBEJJEHHOE HA U3YUYEHUE TEMBI: 90 MUHYT.

MECTO INPOBEJIEHUS 3AHSITUSA: KaOMHET MEIUIIMHCKON I'eHETUKHU

HEJIN 3AHATUA

Cmyoenm 00.13icen umemov npeocmasieHue:

- 0 KJ1accuUKaIMy HAacJIeICTBEHHBIX 00JIC3HEH;

- 0 3200J1eBaHMAX, O0YCIIOBJIICHHBIX CTPYKTYPHBIMHU U KOJUYECTBEHHBIMU
AHOMAJIMSIMU XPOMOCOM.

Cmyoenm 00.13iceH 3HaAmMb:
- KJ1accu(UKaIMI0 XpPOMOCOMHBIX 3a00JICBAHUI;
- MEXaHU3Mbl BO3HUKHOBEHHUSI XPOMOCOMHBIX 3a00JIeBaHUM;
- MPU3HAKHU PA3TUIHBIX XPOMOCOMHBIX 3a00JI€BaHU;
- TCHETUYECKYIO TEPMUHOJIOTHIO.

Cmyoenm 00.J121CeH YMEemb .
- MUCaTh KAPUOTHUIIBI JTFOJICH ¢ Pa3IMUHBIMU XPOMOCOMHBIMH 3a00JICBaHUSIMU;
- OTpeaeATh 1Mo GoTorpadusM TO UM HHOE XPOMOCOMHOE 3a00JICBaHKE
Ha3bIBaTh €r0 OCHOBHBIC MPU3HAKH;
- YME€Th UCMO0JIb30BaTh T€HETUUYECKYIO TEPMHUHOJIOTHIO HA 3aHATHSIX.




MEKIPEAMETHBIE CBA3U AUCIHUIIINHDBI

C B Tepanvu C/l B neguatpuu buonorus [TaTonorus
CA B OCHOBBI
aKyIIepCTBE U <«—— | CeCTPUHCKOTO
TUHEKOJIOTUH » | METUITHHCKAA nena
I'EHETUHKA
['uruena 51 / ‘ \ AHatoMusi W
SKoJIoTHA (uzHOITOT s
YeJI0BEKa

C/1 B OTOPMHOJIAPUHTOJIOTUH

CJ1 B HEBpOMNaTOJIOTUU

YCJIOBCKaA

CJ1 B opTansmonoruu

CJ1 B xupypruu

CJ1 B nepmaroJsioruu




BHYTPUIIPEJMETHDBIE CBsA3U TEMDbI:
XPOMOCOMHBIE BOJIE3HH

Menuko-reHETHYECKOE MeToabl n3ydeHus
KOHCYJIbTUPOBAHUE HacleJICTBEHHOCTH
yeJI0BEKA
XPOMOCOMHBIE /
BbOJIESHHU
Monekyisipabie u
HaciencrsenHOCTD
MUTOJIOTUYECKHE
U cpena
OCHOBBEI
HaCJIeICTBEHHOCTH




IIJIAH TIPOBEJIEHUS 3AHATUSA

1. Opeanuzayuonnviti momenm (pEerucTpanus OTCYTCTBYIOIIUX; | 5 MUH.
MpOBEpKa BHEITHETO BHJIA; O3HAKOMIICHHWE CTYACHTOB C TEMOM,
MEIIMHA ¥ TUTAHOM 3aHSTHS; BBOJHOE CIIOBO C IIEJIbIO HAYaIbHOMN
MOTHBAIIMH).

2. Koumpons ucxoonozo ypoeus 3Hanuii (BHIIOJHEHUE MUCHMEHHBIX | 5 MUH.
IPOBEPOYHBIX 3aJJaHUN).

3. [loogeodenue umozo8 KOHMPO.JisL UCXOOHO20 YPOBHS 3HAHUIL. S MUH.

4. Uzyuenue nogoeo mamepuana (JEKIus, COOONIEHUS CTYACHTOB 1O | 55 MUH.
TEeME 3aHSITHS).

5. Koumponv  s¢pppexmusnocmu  ob6yuenuss  (BbIIOJHEHHE | 15 MuH.
MTMCEMCHHBIX MPOBEPOYHBIX 3a/TaHUN ).

6. lloosedenue umoeos ypoxa, 3a0anue HA OOM K cledyrouemy | S MUH.
3aHAmMuUIO.

Bcero: 90 MmuH.

OCHAIEHUE 3AHATHUA

-  MyJbTUMEIUNHBIA KOMIUJIEKC:
- HacneAcTBeHHble aHoManuu (pororpaduu GOJBHBIX XPOMOCOMHBIMH
3a00JIeBaHUSIMU),
- cxembl («Knaccudukalust HacleICTBEHHBIX 00JIe3HEeH», «3aBUCUMOCTD
YaCTOThl POXJACHUS JeTeil ¢ cuHapomoM JlayHa OT Bo3pacTta MaTepu»,
«CTpYKTYypHBIE U3BMEHEHUS XPOMOCOM»);

- PucyHku XpoMOCOMHBIX O00Jie3HEH MAAHHOTO METOJUYECKOTO MOCOOUS:
(Kaxabli HA ABYX CTYJIEHTOB);

- Tabmuna «BnusHue Bo3pacta MaTepu Ha BEPOATHOCTb POXKICHHUS Yy Hee
peOeHKa C XpOMOCOMHOM aHOMaJHei» NaHHOTO METOJIUYECKOrOo MOCOOUs
(Ha IBYX CTYJEHTOB);

- 3ajmaHus A1 KOHTPOJIS UCXOAHOTO YPOBHS 3HAHUM (HA KaXKJIOTO CTYJEHTA);

- 3aganus Ay KOHTPoJis 3P PeKTUBHOCTH 00yUeHUS (Ha KaXKI0TO CTY/ICHTA).
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JIMTEPATYPA 1A CTYAEHTOB

OCHOBHAA IUTEPATYPA

1. Menuuunckas reneruka. [lox pea. boukosa H.II. — M.: I'DOTAP - Menua,
2008.

2. Menunuuckas reaetuka. [lon pea. boukosa H.I1. — M.: Axanemus, 2003.

3. OpexoBa B.A. MeaunuHckas renetuka. — Munck: ®@enukc, 2007.

JAOHOJIHUTEJIBHASA JIMTEPATYPA

1. aitnytaunoB M.K. Meauunnckas renetuka. — Poctos-Ha-/lony: ®enukc, 2007.

2. Jluneun E.T. I'enetuka niist Bpaueid. — M.: Meaununa, 1990.

3. CoBpemMenHast MenuuMHCKas sHuukIoneaus. — Caakt — [lerepoypr: HOPUHT,
2006.

4. TumonseBa E.K. MenunuHckass TeHEeTHKAa IS MEOUIUHCKUX CECTEp H
dbenpamepon. — Poctos-Ha-Jlony: @enukce, 2003.

5. Xanporuna E.K. OcHoBbl MemuuuHckoi reHetuku. — M.: @opym-uadpa-M,
2007.

11



KOHTPOJIb HCXOJHOI'O YPOBHS 3HAHUH
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/55

= BAPHUAHT 1

HHcmpyKI/ﬂ/lﬂ.' BLI6epI/ITe OJIMH HpaBI/IJIbHBII\/JI OTBCT U3 MMPCAJIOKCHHBIX.

1. B coBpeMeHHYIO 3M0XY Y JIIOACH YBEIMYUBAETCA YUCIIO HACTIEACTBEHHBIX U
OHKOJIOTHUECKHUX 3a00JI€BaHU BCIIECTBUE:

a) YBEITMYCHUS YHCIIEHHOCTH HACEJICHHS 3€MHOTO 11apa;

0) U3MEHEHUs KIIMMAaTUYECKUX YCIOBUI;

B) 3arps3HEHUSI CPE/Ibl OOMTaHUS MyTareHaMu;

T') YBEJTUYEHUS TUIOTHOCTH HACEJIEHHS B TOPOJAX.

2. YnotpeOneHre HapKOTHYECKUX BEIIECTB MOKET IIPUBECTH K:
a) MOBBIIICHUIO UMMYHUTETA OPTaHU3Ma,

0) ypoacTBaM MOTOMCTBA;

B) OHKOJIOTHUECKHUM 3a00JIEBAHUSAM;

I') UHQEKIIMOHHBIM 3a00JIEBaHUSAM.

3. HaCJ'IGIICTBeHHBIC C TEHETUYECKOU TOUKH 3pCHUA 3a00J1eBaHMs YEJIOBEKA — JTO:

a) MOI[I/I(bI/IKaI_[I/IOHHLIG N3MCHCHMUAI,
6) PCAKIHUHU Ha UIBMCHCHUC CPCIbI 06I/ITaHI/IH, HC 3aBUCAIIINC OT I'CHOTHIIA,
B) HU3MCHCHUA (beHOTI/IHa, HEC CBA3aHHBLIC C UBMCHCHUECM I'CHOTHIIA,

') MyTalUH.

4. TannmouaHbIN HAOOP XPOMOCOM — ITO:

a) Habop XpPOMOCOM B COMATHYECKUX KIIETKAX;

0) HabOp XPOMOCOM B TMOJIOBBIX KJIETKAX;

B) Ha0OP XPOMOCOM KJIETKH 0€3 MOJIOBBIX XPOMOCOM;

') HA0Op XPOMOCOM, BKJITFOYAIONTUH IO OJHOW XPOMOCOME M3 KaXKJOM Maphl
TOMOJIOTHYHBIX XPOMOCOM.

5. Kapuotun — sro:

a) KOJIMYECTBO sI/IEP B KIIETKE;

0) oTHOIIEHHE 00BbeMa sA/Ipa K 00bEMY ITUTOTLIA3MBI;

B) YKCJIO, BEJIMUMHA U (hOpMa XpOMOCOM B AUILIOMTHOM HA0ODE;
I') YUCJIO, BEIMYMHA U (popMa XpOMOCOM B rarionHOM Habope.

6. AHeymiouus — 3TO:

a) YBEJIMUCHHE YKCJIa TCHOB;

0) U3MEHEHHUE YKCIIa XPOMOCOM, KpPAaTHOE TrarjouIHOMY;

B) YBEITMYCHHE YHCIIa XPOMOCOM, HEKPATHOE TallJIONTHOMY;
') HA0Op XPOMOCOM KJIETKH 0€3 TTOJIOBBIX XPOMOCOM.
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7. Ecin HOpManbHbI nopsok reHa — 310 A b B I' 1 E, To yaBoenue ydactka

XPOMOCOMBI — 3TO:
a) AbBJ1E;

6) ABbBBT JIE;
B)ABI'BJIE;
ry ABBMK.

8. Eciu nHopmanbhblii nopsiiok rea — 310 A b B I' I E, To motepst yuacTtka

XpOMOCOMBI — 9TO:
a) AB B ]l E;
6) ABBBT JIE;
B)ABT B E;
r) ABBMK.

9. B metadazy meito3a | npoucxoaut:

a) pacXoXKJIEHUE TOMOJIOTHYHBIX XPOMOCOM;

0) BhICTparBaHHUE OMBAJICHTOB 110 AKBATOPY KJIETKHU;
B) UCUE3HOBEHUE SPHIIICK;

I') KOHBIOTAIIHUSI TOMOJIOTHYHBIX XPOMOCOM.

10. Ha ctanuu anadassl meiiosa |l mpoucxoaut:

a) KOH'BIOTAIINS XPOMOCOM;

0) BbICTpariBaHUE OMBAJIEHTOB 110 AKBATOPY KIIETKHU;

B) PACXO0KJIEHHE OJHOXPOMATHJIHBIX XPOMOCOM K OJIFOCaM KJIETKU;
T') pacXOKJIEHUE ABYXPOMATHIHBIX XPOMOCOM K MOJIFOCaM KJIETKH.

14



BAPHUAHT 2

HHcmpyKI/;uﬂ.' BLI6epI/ITe OJIMH HpaBI/IJIBHBIf/i OTBCT U3 NPCAJTOKCHHBIX.

1. 3arpsi3HeHne OKpY KarolIeil cpeibl MyTareHaMu BbI3bIBACT:
a) YBEJTMYCHHUE MPOCTYTHBIX 3a00JI€BaHUM Y JIIOJICH;

0) yBeIMYEHHE YUCICHHOCTH MOMYJISAIINA;

B) POCT HACJEICTBEHHBIX 3a00JIEBaHUH Y JTIOJIEH;

') BOSHUKHOBEHHE YEPT MPUCIIOCOOJICHHOCTH Y OPTaHU3MOB.

2. bonesnp /layHa cBsi3aHa C MOSBICHUEM JUITHEH 2 1 -1 mapbl XpoMOCOM B
TE€HOTHIIE YEJIOBEKA, IO3TOMY NMOJ00OHOE U3MEHEHHE HA3bIBAIOT:

a) COMaTUYECKON MyTalHel;

0) TEHOMHOW MyTaluen;

B) HIOJIUILJIONTAEH;

I') TETEPO3UCOM.

3. Aumuiou eI HA0OP XPOMOCOM — 3TO:

a) Habop XPOMOCOM B COMAaTHUYECKUX KJIETKAX;

0) HabOp XpPOMOCOM B TOJIOBBIX KJIETKAX;

B) HA0OP XPOMOCOM KJIETKH 0€3 MOJIOBBIX XPOMOCOM;

r) HabOp XPOMOCOM, BKJITIOYAIOIIHI MO0 OJJHON XpOMOCOME U3 KaXKJI0H Maphl
TOMOJIOTHYHBIX XPOMOCOM.

4. Toaumionaus — 31o:

a) YBEJIMUCHUE YKCJIa TCHOB;

0) U3MEHEHUE YHCIIa XPOMOCOM, KpPAaTHOE TrarjiouIHOMY;

B) YBEJIMUECHUE YHCIIa XPOMOCOM, HEKPATHOE TallJIOUTHOMY;
') HA0Op XPOMOCOM KJIETKH 0€3 ayTOCOM.

5. HacnencrBeHHble OOJIE3HU:

a) BCerja pereCCUBHBI,

0) Bceraa JOMUHAHTHBI,

B) MOTYT OBbITh JOMHUHAHTHBI U PELIECCUBHBI;

T') CBA3aHbI C MyTal[USIMU TOJBKO B IMOJOBBIX XpOMOCOMaX.
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6. Ecnun nopmanbhbiii mopsinok reda — 310 A b B I' I E , To moBopot yuyacTka
xpomocombl Ha 180 rpaaycoB — 310:

a) AbBJ1E;

6) ABBBT J1E;

B)ABI'BJIE;

r) AbBMK.

7. Ecniu nHopmanbHbId mTOpsimok TeHa — 310 A b B I' /I E, To obmennsie
NEPECTPOMKH MEKY HETOMOJIOTHYHBIMU XPOMOCOMAMH — 3TO:

a) AbB 1 E;

0) ABBBT JIE;

B)ABT B 1 E;

r) AbBMK.

8. B ocHOBe 110JI0BOTO pa3MHOKEHUS JISKUT CIEAYIOIIEee JICICHUE:
a) MHUTO3;

0) meiio3;

B) SHJOMUTO3;

') aMUTO3.

9. Penmykmms komuyecTBa XpoMocoM (0Opa3oBaHWE TamJOMTHOTO HaOOpa)
MIPOUCXOINT B:

a) npodaszy I;

0) anadasy ll;

B) Tenodasy Il;

r) aHagaszy |.

10. B metadazy metiosa Il mpoucxoaut:

a) pacXoXKJIEeHUE TOMOJIOTHYHBIX XPOMOCOM;

0) BhICTpanBaHHuE OMBAJICHTOB 110 AKBATOPY KJIETKHU;
B) HCUE3HOBEHUE SIIPHIIIEK;

T') KOHBIOTAIIHUSI TOMOJIOTHYHBIX XPOMOCOM.
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3TAJIOHBI OTBETOB K 3AJAHUSIM KOHTPOJIS
HUCXOJHOT'O YPOBHSI 3BHAHUN

BAPHUAHT 1 BAPUAHT 2
1-s8; 1-s8;
2-0; 2-0;
3-r3 3—a;
4-0; 4-0;
5-3; 5-8;
6 — B; 6 — B;
7-0; 7—-r;
8 —a; 8-0;
9-0; 9-r;
10-38 10 -6.

KPUTEPUU OLIEHKU 3HAHUUW, YMEHUH CTYJEHTOB

OneHka «OTJIMYHO» - ecau Bbl oTBeTHIM Ha Bce BONPOCHI TECTOBOIO
3aJaHNsl UJIM JOIYCTUJIM OJIHY OIIHOKY.

Ouenka «xopouio» - ecii Bol fonmycTuiiu He 0oJiee Tpex OIIUOOK.

OneHKa «yJIOBIIETBOPUTEIIBHO» - ecJu Bbl gomycTtuim He 0ojiee NATH
OIIHOOK.

OueHka «HEYAOBJIETBOPUTENbHO» - ecau Bbl gomyctuiam OoJsiee NATH
OIIHOOK.
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I'’TIOCCAPUA

Abeppayus xpomocomuas (Xpomocomuas anomanus) — 1) 0000IICHHOE
Ha3BaHUE JIIOOOTO U3 TUIIOB XPOMOCOMHBIX MYyTaIlMil — JeNenui, TpaHCIOKaIHM,
WHBEPCUH, TYIUIMKALINI; 2) TEeHOMHBIE MyTalluX (QaHEYTUIOUIUHU, TPUCOMUU U T. 11.).

Azenesus (annazusn) — NOJIHOE BPOKIAECHHOE OTCYTCTBUE OPraHa WM €r0 YacTH.

AHneynnoudun — W3MEHEHHBI HAa0Op XpOMOCOM, B KOTOPOM OJIHA WA
HECKOJIBKO XpOMOCOM U3 00BIYHOI'O Ha0Opa WIIM OTCYTCTBYIOT, WJIN IIPEICTABICHbI
JIOTIOJTHUTEIbHBIMU KOTIUSIMH.

AHMUMOH20I0UOHBLIL pa3pe3 21a3 — ONYIIEHbl HAPYKHBIC YIJIbl TJa3HBIX
ieJIeH.

bpaxuueganua — yBenMUEHUE TMIONEPEYHOTO pa3Mepa TOJOBbI IIPHU
OTHOCHUTEJIbHOM YMEHBIIIEHUH MPOJAOJIBHOTO pa3Mepa.

T'unexkomacmus — yBenvu4eHne pa3Mepa IrpyIHbIX XKelle3 y MyK4HH.

T'unepmenopusm — yBEIMYEHHOE PACCTOSIHUE MEX]Y BHYTPEHHUMH KpasMu
TJIa3HULL.

Funepmeﬂopusm COCKO6 — YBCIIMYCHHOC PACCTOAHUC MCIKAY COCKAMU.

T'unomenopusm — yMEHBUICHHOE PACCTOSIHUE MEXIAY BHYTPEHHUMH Kpasmu
TJIA3HULL.

Jleneyun — 1) TUO XPOMOCOMHOW MyTallMd, MPU KOTOPOW YTpauuBaeTCs
Y4aCTOK XpPOMOCOMBI; 2) TUIl T€HHOW MYTallUH, MPU KOTOPOM BHINAAAET y4acTOK
monekynsl JJHK.

Jlonuxouepanusa — mnpeobnanaHue NTPOJOJIBHBIX pPa3MEpOB TOJIOBBI HAJl
MONEPEYHBIM (BBICTYNAIOLINAN 3aTHUIOK).

Jlynnuxkayus - 1) TH XpOMOCOMHOW MYyTallMH, PU KOTOPOM yABOEH KaKOW —
100 y4acTOK XPOMOCOMBI; 2) THI T€HHON MYTAaIllH, P KOTOPOH yJIBOSH KaKOi —
1160 ydactok mosekyisl JTHK.

Hneepcua - 1) TUOD  XPOMOCOMHOM  MyTalMH, TpPU  KOTOPOH
MOCJIEIOBATEIBLHOCTh TEHOB B YYaCTKE XPOMOCOM M3MEHEHA B OOpPaTHYIO CTOPOHY
(moBopor Ha 180 rpagycoB); 2) TuUN TEHHOM MyTalMHU, TMPU KOTOPOWU B
onpenenenHoM yuactke JIHK mnocnenoBarenbHOCT, OCHOBaHUN 3aME€HEHa B
oOpatHyto cTopoHy (moBopoT Ha 180 rpamycoB).
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Knunooaxkmunusa — natepanbHOE WIM MEAUAIBHOE UCKPUBIICHUE TAJIbLA.
Kpunmopxu3zm — HEONyIEHUE AUYEK.
Makpoznoccusn — yBEIIMUCHUE S3bIKA.

Maxkpocomusa (cuzanmuszm) — Ype3MEPHOE YBEIMUEHHBIE pa3Mephl Tela, KOraa
POCTO-BECOBBIE MOKA3aTEIN 3HAYUTENBHO IPEBBIIIAIOT IT0JIO0BO3PACTHBIE HOPMBI.

Maxpomus — yBeTUUEHHBIE YIIIHBIE PAKOBUHBI.

Maxpoueganus — yBenuueHHbIE pa3Mephl yepena.

Muxkpoueghanus — manbie pa3Mepsl TOJIOBHOTO MO3ra U MO3TOBOTO Y€peIa.
Mukpogmansmusa — manble pa3Mepsl I1a3HOTO 0JI0Ka.

Mo3auk — VHAUBU], Y KOTOPOTO €CTh KJIETKH C Pa3IMYHBIMU XPOMOCOMHBIMHU
HabopaMmu.

Mo3auyuzm — HaIU4YWEe y WHIMBHAA KJIETOK C JBYMs W Ooyiee BapuaHTaMu
XPOMOCOMHBIX HaOOPOB.

Momnzonouonwtit pazpes 2na3 — ONyIICHb BHYTPEHHUE YTIIBI T1a3HBIX MIEJICH.
Monocomusn — OTCYTCTBHE B KAQPUOTHUIIE OJJHOW XPOMOCOMBEI.

Hacneocmeennvie 001€3Hu — 3TO TATOJOTUYECKHE COCTOSHHS, B OCHOBE
KOTOPBIX JICKUT U3MEHECHUE HACIIEACTBEHHOTO MaTepuana (T. €. MyTaIusl).

Ioauoakmunus — yBeIn4eHUE KOJUYECTBA MANIBIEB HA PyKaX WJIU CTOMAX.

Honunnouo — xnerka (TKaHb WM OpPraHU3M), uUMeromas 3 wuiam Oolee
XPOMOCOMHBIX HaOOPOB.

IImo3 — onyuieHue BEK.

Cunoakmunua — NOJTHOE WIA YaCTUYHOE CPAIICHUE COCEAHUX MANIBIEB KUCTH
WJIH CTOIIBI.

Cmona «kauanka» - MIOCKO-BBITYKJIAs MOJOUIBEHHAs NOBEPXHOCTh CTOIBI €
BBICTYIIAIOIIEH TIATKOM.

Cmpaodusm — xocornasmue.

Tempannouo — KieTKa WIA OPTaHU3M C YETHIPhMS HAOOpaMU XPOMOCOM.
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T panciokauua — IICPCHOC HYaCTHM  XPOMOCOMBI, KaK IIpaBHJIO, Ha
HCTOMOJIOTHYHYIO XpOMOCOMY.

Tpunﬂoud — KJICTKa HWIH OpraHu3M C TpCMA TallNIONIHBIMUA Ha60paMI/I
XPpOMOCOM.

Tpucomusa — Hanuuure NO00ABOYHOM XPOMOCOMBI B KapHOTHUIIEC AUIIOUIHOTO
OpraHr3Ma; BHUJ IIOJMCOMHHM, IIPU KOTOPOM HMEIOTCA 3 TOMOJIOTUYHBIE
XPOMOCOMBI (MHAUBUJ] C TPUCOMUEN HA3bIBAETCA TPUCOMHUKOM).

Xpomocomnuie 6one3nu — 310 OOJbIIAs TPYIIA BPOKICHHBIX HACIEICTBEHHBIX
3a00J1eBaHU C MHOKECTBEHHBIMH BPOKIECHHBIMH MTOPOKAMH Pa3BUTHSI, IPUUUHON

KOTOPLIX ABJIICTCA N3MCHCHUC KOJIMYCCTBA WJIK CTPYKTYPbI XpOMOCOM.

Xpomocomnan mymayusa (uau abeppayus) — WUBMEHEHUE B CTPYKTYP
XPOMOCOM.

Xpomocomuwtii HAGOp — COBOKYITHOCTb XPOMOCOM B SIIp€ HOPMAJIbHOW TaMETBI
VTN 3UTOTHI.

lleumpuuecxoe ciusanue — CIMAHNUEC HCTOMOJIOTHUYHBIX XPOMOCOM.

IK30¢pmanvm — cMenieHUE TIA3HOro g0J0Ka BIEpEH 3a Mpeleibl INIa3HULbI;
IJ1a3Has Ueb PU 3TOM pacIIMpeHa.

Onukanm — BEpTUKAIbHAs KOXHAas CKJIaJKa y BHYTPEHHETO YIJIa IJIa3HOU
LIEJIN.

Aynaoudus — HAIMYUE y UHIWBUJIOB TIOJIHBIX HA0OPOB XPOMOCOM.
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XPOMOCOMHBIE BOJIE3HHA

1. Knaccupuxkauus nacieocmeeHHuoix 00Jie3Hell

Hacneocmeennvie 6Oonesnu — 3TO TATOJOTUYECKUE COCTOSHHUS, B OCHOBE
KOTOPBIX JIGKUT W3MEHEHHE HACIICJICTBEHHOTO Marepuaia, T. €. MyTamus (CM.
cxemy 1).

HacneacTBeHHEBIE 00JIC3HU

XPOMOCOMHBIC MOHOI'CHHBIC, MVJ'IBTI/Id)aKTODI/IaJIBHI)IC

/ NI‘_H reHHbIe

OO0JIE3HHU, CBSI3aHHBIE C aHOMAJUSIMUA ~ OOJIE3HH, CBA3aHHBIE CO CTPYKTYPHBIMU

KOJINYECTBa XPOMOCOM (T€HOMHBIE HapyuieHusIMU (abepparusaMu) XpoMOoCOM

MYTALIHH)

HapylIeHUE HapyILICHHUE CTPYKTYpHBIE CTPYKTYpHBIC

yucia qucia aHOMAaJINH aHOMAaJINH

ayToCOM  MOJIOBBIX ayTocoM MOJIOBBIX
XpOMOCOM XpPOMOCOM

Cxema 1. Knaccudukanuys HacneCTBEHHBIX OOJIC3HEH.

Jroboit MenuIMHCKUN PaOOTHUK CTATKUBAETCS B CBOEH TIPAKTUKE C
HacnencTBeHHou natosioruei. [1lo nanabeiMm BO3 5 — 8% HOBOPOXAEHHBIX UMEIOT
Takue 3a0oneBanus. M3 Hux okono 3% HapyleHuid cOCTOSHUS 30pPOBbsl peOCHKA
BbI3BaHbI T€HHbIMU MyTausamu, 0,8 — 1% cBsi3aHBI ¢ UIBMEHEHUEM XPOMOCOM, 2,5
— 3,5% ciydaeB — BpOXKIECHHBIE TIOPOKM pa3Butuss U okoio 1,5% -
MYJIbTH(AKTOPUAIbHBIE OOJIE3HH.

[IpakTyecku  Bce  pa3feibl  KIMHUYECKOM  MEIMIIMHBI  BKJIIOYAIOT
HaciencTBeHHble 0one3nu. Hanmpumep, okoso 70% ciiydaeB HapylIeHU 3peHus U
45% TYroyxocTd OTHOCATCS K JToW maronoruu. Cpenud HEpBHBIX Oo0Je3Hen
BBIICISIOT TIpuMepHo 350 3a6oneBannii, 00YCIOBICHHBIX TEHHBIMU MYTAIlUSIMH, B
nepmaronoruu — 250.

XPpOMOCOMHBIE AHOMAJIMHA UMEIOT IIUPOKUN CIIEKTP KIMHUYECKUX MPOSIBICHUM.
OHu MoryT OBITh TPUYMHONW BPOXKJIECHHBIX TOPOKOB PAa3BHUTHS, IMOBTOPHBIX
CaMOTIPOU3BOJILHBIX ~ a0OPTOB, CIIy4aeB  MEPTBOPOXKIEHHWS, HEOHATAJILHOM
CMEPTHOCTHU U OECTIOAMS.
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2. Xapaxkmepucmuka XpomMocomMHbLX Do.J1e3Hell

Xpomocommuvie 60ne3nu — 3TO OONBIIAS TPYIIA BPOXKICHHBIX HACIEICTBEHHBIX
3a00JIeBaHUN ¢ MHOKECTBEHHBIMH BPOXKICHHBIMU IOPOKAMHU Pa3BUTHS, IPUUNHON
KOTOPBIX SIBJSIETCS HM3MEHEHHWE KOJHMYECTBA WM CTPYKTYPBI XPOMOCOM.
XpPOMOCOMHBIE aHOMAIIUU MOTYT OBITh IPUYHHON MTOBTOPHBIX CAMOIIPOU3BOIHHBIX
abopTOB, CllyuaeB MEPTBOPOKIACHHSI, HEOHATATLHOW CMEPTHOCTH U OECTIONUA.

PacnpocTpaHeHHOCTh ~ XPOMOCOMHBIX ~ OOJIe3HEM  OJuHaKoBa BO  BCEX
HAIIMOHAJILHBIX W OJTHUYECKUX rpymmax. CyMMapHBIA BKJIaJ XPOMOCOMHBIX
aHOMaJIMil BO BHYTPUYTPOOHYIO THOeNb y yenoBeka cocrapisieT 45%. UYactora
XPOMOCOMHBIX OoJie3Hel cpear HOBOPOXACHHBIX cocTtaBiseT 5:1000 — 7:1000;
cpeau MEPTBOPOXKICHHBIX U JeTel, ymepiux f0 roga — 22:1000 (em. mabn. 1).

Bospacr Yacrora Yacrora Ja1000i

MaTepu cuHapoMa /layHa | XpOMOCOMHOI AHOMAJIUU

20, 21 1:1667 1:526

22,23 1:1429 1:500

24, 25 1:1250 1:476
26 1:1176 1:476
27 1:1111 1:455
28 1:1053 1:435
29 1:1000 1:417
30 1:952 1:384
31 1:909 1:384
32 1:769 1:323
33 1:625 1:286
34 1:500 1:238
35 1:385 1:192
36 1:294 1:156
37 1:227 1:127
38 1:175 1:102
39 1:137 1:83
40 1:106 1:66
41 1:82 1:53
42 1:64 1:42
43 1:50 1:33
44 1:38 1:26
45 1:30 1:21
46 1:23 1:16
47 1:18 1:13
48 1:14 1:10
49 1:11 1:8

Tab6umuna 1. BousHue Bo3pacta MaTepu Ha BEPOATHOCTb POXKIEHUSA Yy Hee peOeHKa
C XpOMOCOMHOW aHOMAaJIUEM.
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2.1. Xpomocomusle 001€3HU, CEA3AHHbBIE C HAPYVWEHUEM
KoJluuecmea Xpomocom

Mexanuzmbl, nexcawiue 8 0CHO8E XPOMOCOMHBIX OOJE3HEl, CBA3AHHBIX C
Hapyuwenuem Koau4ecmea Xpomocom:

1) Hepacxoxnenue XpomMocoM BO  Bpems | uiu 2-ro MEHOTHYECKOTO
AeneHus — > B aHadaze TOMOJIOTHMYHBIC XPOMOCOMBI HIIH CECTPHHCKHE
XpOMaTUAbl OTXOASIT K OAHOMY TMOJIOCY — > 00pa3yloTcsl JUCOMHBIE U
HYJIICOMHBIE  TaME€Thl, = BMECTO  MOHOCOMHOTO  COCTOSIHUSI 1O  BCEM
XpOMOCOMaM —— aHEYIUIOU IS (M3MEHEHHUE YHCIIa OTJIEIBHBIX XPOMOCOM);

2) VYTpara OTHETBHONH XPOMOCOMBI BCIICJCTBHE «aHA(PA3HOTO OTCTABAHUSY,
KOTJ]a BO BpPEeMs JIBMDKEHUS K IMOJIOCY OJIHA U3 TOMOJIOTUYHBIX XPOMOCOM MOXKET
OTCTaTh OT BCEX JPYrUX HETOMOJOTHYHBIX XPOMOCOM —>aHEYIUIOUIUS;

3) llonummouauss — yBeIMYEHUE YHUCIA XPOMOCOM, KpPAaTHOE TaIljIOMJIHOMY
Habopy. [IpuunHbl — 10O ABOITHOE OIJIOIOTBOPEHHUE, MO0 NUILIOMHAS TamMeTa
OJIHOTO U3 MEMOTUYECKUX JECICHUMN.

2.1.1. Xpomocomuole 001€3HU, CEA3AHHbIE C HAPYVIMEHUEM
KoJluuecmea aymocom

Cy1iecTByeT TOIBKO TpH 3a00JI€BaHMS.

2.1.1.1. Cundpom /layna (cm. npunosscenue Nel, pucymox 1)

Onucanue 3a6onesanus: B 1866 r. anrnmiickum neauarpom JI. JlayHoMm, HO
TOJbKO B 1959 r. dppaniy3ckuM renetukoM u Bpauom J[x. JlesxxeHom ¢ coaBTOpaMu
ObLJIO JOKa3aHO, YTO 3TO 3a00JeBaHME XPOMOCOMHOM MPUPOJbI, & UMEHHO —
TPUCOMHUS 110 XpoMocoMme 2 1.

Yacmoma ecmpeuaemocmu. 1 : 700 — 1 : 800 HOBOpOXIeHHBIX. Habmomaercs
OJIMHAKOBO YacTO Y 00OMX TIOJIOB, OHA 3aBUCUT OT BO3pacTa MaTepu (cm. cxemy 2,
maoba. 1). Oxkomo 80% Bcex ciaydaeB 3a0oJieBaHUS OOYCIIOBJICHO aHOMAJbHBIMU
gitiiekiaeTkaMu 1 Juiib 20% aHOMaTbHBIMM CIIEPMATO30MIaMH.

Kapuomun: 47, XX, +21 unu 47, XY, +21

Omuonocus. CuHapoMm JlayHa MOXET BO3HHMKHYTh B pE€3yJbTaT€ pPa3HbIX
BAPUMAHTOB M3MEHEHUNU XpOMOCOM, NPHUBOJAIIMX K YBEJIWYEHUIO yHucna 21-i
XPOMOCOMBI:

1) mpocras (perynsipHasi) Tpucomusi 21-ii XpOMOCOMBI, KOTOpasi COCTABIISIET
94% Bcex ciyuaeB 3a00j€BaHUsl, BCTpEYAETCsl y MaTepei crapiie 35 ner;
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Ho 18 S

2) TpaHCJIOKAIMOHHBIC BapUaHTHI 3a00JIeBaHUS, KOT/IA MOMOJHUTENbHAs 21-5
XpOMOCOMa MPHUCOCAMHSACTCS K APYruM XpoMocomam (damie k 13- wam 14-i1),
cocTaBIsIIOT 4% cilydaeB (4Yalle BCTPEUaroTCsl Y MOJIOJIbIX POJIUTENEH);

3) Mo3auyHbIe BapuaHThl OOHAPYXKUBAIOTCS Y 2% OOJIBHBIX, MPU ATOM YaCTh
KJIETOK OpraHu3Ma COJEPKUT JIOTIOJHUTEIBHYI0 XPOMOCOMY, a JPYTUE€ KIETKH
UMEIOT HOPMAaJIbHBIA KapUOTHII, MO3aWuYHbIE BapuaHThl cUHApoma JlayHa
COMPOBOXKIAIOTCSI MEHEE BBIPAKCHHBIMU U3MEHEHUSAMU (PEHOTUIIA 1O CPABHEHUIO
C IPOCTOU TPUCOMHUEH (BCTPEHAIOTCSA C OJJMHAKOBOM 4aCTOTOU BO BCEX BO3PACTHBIX
rpyIIax).

Yacrtora

1:45

1:100

1:1800 1:1300

1:300

1:1000
! ' | 5 o | 5 | 3 |

20 25 30 35 40 45 49
Bospacrt marepu, rojmi

Cxema 2. 3aBUCMMOCTb YacTOTBl POXKAECHUS JeTel ¢ cuHapomoM JlayHa oOT
BO3pacTa MaTepH.

Knunuxa. Cpennsis Macca Tena npu poxkaeHuu coctapisger 3167 r (B Hopme
3409 r).

Teyenne OEpPEeMEHHOCTH YacTO COIPOBOXKIAETCS TOKCHKO30M, Yrpo30id
BBIKU/IBIIIIA.

['onoBa okpyrioit (GopMbl € YIUIOHMIEHHBIM 3aTBUIKOM, JIOO CKOIIICHHBIH M
Y3KHH, JINIO TUJIOCKOE, TUIWYEH 3MUKAHT, MOHTOJIOMAHBIN pa3pe3 IJia3, IUIOCKas
CIIMHKA HOCA, MMOCTOSTHHO OTKPBITHIA POT, TOJCTBIE TyObI, OOJIBIION CKJIaa4aThIi
S3BIK, YITHBIC PAKOBUHBI YMEHBIIICHBI U Je(hOPMHUPOBAHBI, HU3KUN POCT, KOPOTKAs
mesi, MbIIeYHass TUMOTOHUS (OCOOCHHO BBIpAXKEHA Y MAaJCHBKHUX JCTEH),

25



KWICBHUIHAS WJIA BOPOHKOOOpasHas nedopMaivs TPyIWHBI, MHUPOKAE KUCTH M
CTOITIbl C KOPOTKMMHU MaJbllaMH, [TONIEpEeYHas JIaJJOHHAs CKJIaKa, IByX(paraHroBbIii
Mu3uHel, nopoku cepaua (50%), nmopoku moueBor cucteMsl (20%), mopaxeHue
nuuieBapuTebHOro Tpakta (15%), ymMcTBEHHAst OTCTalIOCTh Y BCeX (1€0MIBHOCTD -
75%, wumoummibHOoCcTh — 20%, wmumotus — 5%), 3amepkka (GopMupoBaHUsS
MOTOPHBIX HABBIKOB M PEUH, JACTH IMO3KE€ HAYMHAIOT XOJIUTh U TOBOPHUTH, PE3KO
HapyleHo a0CTpaKkTHOE MBIIUICHUE, JIErYe OCBAaMBAIOT HAaBBIKW, CBS3aHHBIC C
(bU3UYECKUMU TBIKEHUSMH, 9€M C PEUYEBBIMHU, OJHAKO OOJBHBIC YaCTO MOCTYITHBI
¥ OOITUTENBHBI, YTO TIOMOTAET UX 00YUEHUIO.

Illpocno3. B mnocnegHue IeCATUIETHS UMEETCS IOCTOSHHAs TEHACHUHS K
YBEIIMYEHUIO TMPOJOJLKUTEIIBHOCTH KU3HU OOJNBHBIX C cuHapomMoM JlayHna. B
HacTosIIEee BpemMss MOTyT noxkuBarh 10 70 jser, panpme — 10 50. IIpornos xusHu
ONpPEAEsAeTCs, B OCHOBHOM, HAJIMUMEM MOPOKOB PA3BUTHSL CEPACYHO-COCYAUCTOU
U MMHUIIEBAPUTEILHON CUCTEM. XOTS Ha IEPBOM T'OJIy KHU3HHU JIETH 9acTO MOTUOAIOT
OT THEBMOHMH M OCTPOro JIE€HKO3a, YTO CBSI3aHO C HECOCTOSTEIBHOCTBHIO MX
UMMYHHOU cHCTeMbl. MHoTHe OOJbHBIE C CHHIApOoMOM JlayHa CHOCOOHBI KHUTh
CaMOCTOSITeJIHO, CO3/1aBaTh CEMbH, OBJIQJIEBATh HECIOKHBIMU Tpodeccusmu. C
MTOMOIIIBIO CTICIIUATBLHBIX METOJAO0B O0YUCHHUS, YKPEIUICHHS 3I0POBBS, PABUIHLHOTO
MATAHHUSA M yX0J1a, IPOBEJCHNUS HEOOXOIMMOTO JICUCHHS, MOKHO TPOUIUTH KU3Hb
TaKUM OOJIbHBIM.

Jleyenue NOMKHO ObITh KOMIUIEKCHBIM U HECTICITU(DUUHBIM:

1 )pa3BUTHE MOTOPHBIX HABBIKOB U BCEX OPTaHOB YYBCTB;

2)IOJIHOIIGHHOE MHWTaHWEe, pa3BUBAIOLIME 3aHATHS, OOIICYKPEIUISIIOIINE
MEpOIPUSATUS — MACCAX U TUMHACTHKA,;

3)CTUMYIISIITUS ABUTATEIIbHON aKTUBHOCTH peOeHKa — B TEUCHUE JTHS HECKOJIBKO
pa3 MOBOPAYUBAIOT HA KUBOTHUK, ITPU ITOM IO TPY/Ib MOIKIAIBIBAIOT HEOOIBIITYIO
MOAYIICYKY; B BO3pacTe OT 2 10 6 MecsIeB HEOOXOAMMO MOBOpaYHBaTh PEOCHKA
Ha OOYOK M KUBOTHK, B Bo3pacte oT 6 1m0 12 wmecsueB oOyyaTh peOeHKa
MPUCAXKUBATHCSA U CAMOCTOATEIILHO CHJIETD;

4)ucrnonb30BaHUE HOOTPOIHBIX JIEKAPCTBEHHBIX CPeACTB, yKpersitommx [ITHC.

2.1.1.2. Cundpom Ilamay (cm. npunodscenue Nel, pucynok 2)

Onucanue 3ab6onesanus: B 1960 r. amepukanckum reHetukoMm K. Ilatay c
COABTOpPaMHU.

Yacmoma ecmpeuaemocmu: 1 : 6.000 HOBOpOXIEeHHBIX. HaOmromaercs
OJIMHAKOBO 4YacTO Yy o0omx moJjioB. YacToTa BCTpedaeMOCTH YBEITUYHBACTCS C
BO3PACTOM MaTepH.

Kapuomun.: 47, XX, +13 unu 47, XVY,+13
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DMuono2usl.

1) 80 — 85% Bcex ciy4aeB 3a0ojieBaHHsS OOYCJIOBJICHBI HEPACXOXKICHUEM
XpOMOCOM B MeHo3e B mpoliecce (HOpPMHUPOBAHUS TMOJOBBIX KIETOK POJIUTENEH
(pe3ysbTaT CHOHTAHHON MYyTaIlUHN);

2) 15% cnyuaeB 3aboJjeBaHUs SIBISIOTCS PE3YJbTATOM TpaHciaokanuu 13-i
XPOMOCOMBI Ha KaKyl-HUOYb U3 XpPOMOCOM rpymiibl D;

3) penko BCTpeyaroTcs JPYrue IUTOJIOTMYECKUE CiIydau 3TOr0 CHUHIPOMA:
MO3aHIU3M, U30XPOMOCOMBI, IPYTUE TPAHCIOKAIIUU U T. 1.

Xpomocoma 13 kpymnHee 21-ii XpOMOCOMBI, MOATOMY €€ TPUCOMHS BBI3BIBACT
Oomee TsHKeNble CTPYKTYPHBIC U (DYHKIIMOHATILHBIC HAPYIIICHHS B OpPraHU3ME.

Kaunuxa. bepeMEHHOCTh  CONPOBOKIAETCSI MHOTOBOJWEM U yIpO30H
BBIKHU/IBIIIIA.

Macca Tena HoBopoxkaeHHOT0 2500 T (HMKe HOPMAJIbHOTO BEca).

3aboseBaHue COIMPOBOXKIAETCS MHOYKECTBEHHBIMU BPOXKICHHBIMH TOPOKAMHU
pa3BUTHS: MUKpoliedains, B TeMEHHOU 00JacTH BOJIOCHUCTON YacTH TOJIOBBI YacTO
BBISIBIISIETCA YYaCTOK OTCYTCTBUSA KOXH /10 1 cM B quamerpe, 100 CKOIICHHBIH,
rJIa3HbIE  [IEAM  y3KWe, 3amaBlias I[EpEeHOCHIla, TJla3a  HEJOpPa3BUTHI
(MUKpO(TaNIBMUS) C TIOMYTHEHUEM POTOBUIIBI, YIIIHBIE PAKOBUHBI PACIIOIOKEHBI
HU3KO M Je(OpPMUPOBAHBI, pACHICIMHBI BepxHEH TyObl W Heba, YacTo
JBYCTOPDOHHUE (TUNHWYHBIA TPU3HAK), TMOJUJAKTHIMS Ha pykax (darie
JIBYCTOPOHHSISI), N€(PEKThl MEPErOpoJOK Cepila, MOJKETYyA0YHON JKele3bl U
NEYEHU, aHOMAJIMHK MOYENOJIOBBIX OPraHoOB (YJBOCHHME MATKM M BJlarajviia y
JIEBOUYEK, KPUNITOPXU3M y MaIbuMKOB — HeonytieHue sinuek). [{THC nopaxaercs B
100% cnyuyaeB. Haubosee mocTOsSIHHBI MOPOKU MEPEIHETro Mo3ra. Bee 1eTu uMerot
rJ1yOOKYIO HJIUOTHIO.

1Ipoeno3. IIpoaoIKUTENBHOCTD KU3HU PE3KO CHIKEHA. 95% yMmupaer 1o roja,
npuyeM 60 — 65% B mepuHarasbHOM mepuoae. B Bo3pacte crapie 3-Xx JierT
OCTAlOTCSI B KUBBIX €IUHUIIBI.

Jleuenue necnenuduyeckoe. [IpoBoasTcss onepanuu Mo MOBOAY BPOXKIECHHBIX
MTOPOKOB Pa3BUTHS, OOIIECYKpEIUISIONIee JeUeHre, MPOoPUIaKTHKAa HHPEKITMOHHBIX
U MPOCTYAHBIX 3a0oyieBaHUM. TiIaTeNbHBIM yXOJ 3a OOJIBHBIMH OOJIET4aeT HX
COCTOSIHHE, TPEIyNpeKIacT WHQPEKIMOHHBIE OCIOXKHEHUsA. YacTo HEeoOXOauMO
YBEIMYHUTHh YHUCIIO KOPMJICHUH C yMEHBIICHHUEM pa30BOM JO3bI, TaK KaK JIETH
ovicTpo yctator. Ilocine kopmieHuss peOEHKY JalOT BBIIUTH HECKOJIBKO
MUJUTHJIATPOB KHUTITYEHOW BOJIBI, YTOOBI BO PTY HE OCTAaBAJIOCh YACTHII ITHIIH.
HeoOxoauMo Takke KOHTPOJIMPOBATH €CTECTBECHHBIC OTIIPaBICHUS pPEOCHKA,
CBOCBPEMEHHO MPOBOJANTH CMEHY TEJICHOK U TYaJeT MPOMEKHOCTH.
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2.1.1.3. Cundpom Iosapoca (cm. npunoxcenue Nel, pucynox 3)

Onucanue 3a6onesanus: B 1960 r. anrnuiickuM ruToreHeTukoM J[. IaBapacom
C COaBTOpaAMH.

Yacmoma scmpeuaemocmu: 1 : 7.000 HOBOpokAeHHBIX. [leBouku 6oJietoT B 3
paza yarie.

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

Omuonozus. BOIBIIMHCTBO CIIy4aeB JAaHHOTO 3a00JIEBaHMS — JTO PETyJIsIpHas
Tpucomusi 18-it  Xxpomocombl. Mo3aumusM U TPAHCIOKAIIMOHHBIE (QOPMBI
BCTPEYAIOTCS PENKO.

Krunuxa. bepeMeHHOCTh OCIIOKHSETCSI YTPO30i MPEPhIBAHUSA U MHOTOBOJIUEM.
XapaKkTepHO HECOOTBETCTBUE PAa3MEPOB IO/ CPOKY OEPEMEHHOCTH.

JleTh WMEIOT OYEHb HU3KYI0 Maccy Tena npu poxaeHuu (2170 1) mpu
JIOHOIIEHHON 0€pEeMEHHOCTH.

XapaktepHbl: Je(deKThl pa3BUTUS KOHEUHOCTEH, HEJOpa3BUTHE OOJIBIINUX
najgbleB PYK M JIYYEBBIX KOCTEH, HENpaBUIBLHO CPOPMUPOBAHHBIE CTOMBI C
BBICTYNAIONICH TSATKOM M MPOBHCAHUEM CBOJA («CTOMAa-Kadajikay), YKOpPOUYEHHUE
MEepPBOM TUIFOCHEBOM KOCTH, MOXKET OBbITh MHUKPO(DTAIbMUS, HIKHSS YEIIOCTh
MaJieHbKasg M CKOIIEHa Ha3aj]l, TPyJWHA YKOpPOYEHA, IHMpPOKas TpyAHas KIETKa,
(aeKCOpHOE MOJOKEHUE KUCTEN PYK, NPU 3TOM 3 U 4 HalibLibl PUKATHI K JIAJJOHH
Y YaCTUYHO MEPEKPHITHI 2 U 5 MajbllaMU, TUIIEPTOHYC, Y3KUE U KOPOTKHE TJIa3HbIE
e, MaJeHbKUE HU3KOPACIOJIOKEHHBIE VIIHBIE PAKOBUHBI, BBICTYMAIOUIUAN
3aThUIOK (onuxoredanus), crudaTeIbHOE MOJ0KEHNUE MANBIEB KUCTH, CYKEH HIIN
OTCYTCTBYET HApPYXHBI CIIyXOBOM MpPOXOJ, CIUHHOMO3TOBbIe TIpblkU (5%),
pacmienuHbl TyObl (5%), mopoku cepama W KpymHbBIX cocynoB (90%) — wdare
nedeKT MeXOKenynoYkoBoil meperopoaku. Yacro Bcrpeuatorcss mopoku JKKT,
OTMEYAIOTCSI TakK€ HEIOpa3BUTUE JIETKUX, CpallleHue I[I0YEK, YABOEHUE
MOYETOYHUKOB, KpUTITOpXU3M (40%)

Ilpocno3. TIpOomOMKUTENBPHOCT JKM3HH pE3KO CHUXkeHa, 60% ymwupaer B
Bo3pacte 3-x wMecsueB. Jletu mnorubaroT OT HHQPEKIIMOHHBIX 3a00JICBaHUM,
pa3BuBIIKXcs Ha ¢oHe mopokoB pazBuTuss CCC unm MOYeBBIBOIAIIUX TyTel. Jlo
roga aoxupaetr 1 pedenok u3 10. Ilpu Mo3zanyHOil PopMe MPOAOTKUTENLHOCTh
JKU3HU 3HAYUTEIbHO BbIie. EcTh onucanue 6osibHOM 19 neT. Ho Bce BbDKUBIINE
JIETU UMEIOT ITyOOKYIO UIUOTHIO.

Jlewenue. DddexTuBHOrO JIEUEHUST TakXKe HE pa3paboTaHo, W yXoa 3a
OONBHBIMM B OCHOBHOM 3aKJIIOYAETCS B MPEAYNPEKIACHUN WHOEKITMOHHBIX
ocnoxxaeHuil. CocTaB ¥ KOJIMYECTBO TUIIH JIJIs1 OOJBHBIX JTOJDKEH COOTBETCTBOBATH
BO3pACTy, HO 9aCTOTY KOPMJICHUH OOBIYHO MTPUXOUTCS YBEIUUNBATD.
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2.1.2. Xpomocomuole 001€3HU, CEAZAHHBIE C HAPYUWIECHUEM
KoJluuecmea NoJi06vlxX XpoMoCoM

B ommume OT ayTOCOMHBIX TPUCOMHM KIWHUYECKAs KapTUHA ATHX
3a00JIeBaHUH XapaKTEePU3yeTCsl HApPYIIEHUEM TI0JIOBOT'O Pa3BUTHSL.

O6mass yactora mojaucoMuid mo X- W Y-xpomMocomam cocTtaBiser 1,5 —
2,0:1000 HOBOPOXKICHHBIX.

2.1.2.1. Cundpom nonucomuu _no_X-xpomocome (cm. npunodxcerue Nel,
PUCYHOK 4)

Onucanue 3abonesanus: B 1959 r. II. [IxexoOcom ¢ coaBTOpaMu ONHUCaH
CUHAPOM TPUCOMHH MO X-XpoMocoMe (0OHAPYKHIIU B SAPAX SMUTEIUS CIUZUCTON
ek O0JIBLHOM 2 Telblla 0JIOBOIO XPOMAaTHHA).

Yacmoma ecmpeyaemocmu: tpucomus - 1 : 1.000 HOBOPOKIEHHBIX IEBOYEK.

Kapuomun: 47, XXX — tpucomus no X-xpomMocoMme
48, XXXX — terpacomus no X-XpoMOCOMeE
49, XXXXX — neHracomus 1o X-XxpoMocome

Omuonoeus. llpuunnoit 3aboneBanusi B 80% ciydaeB sBIsieTCS HAJIUYUE B
KApPHUOTHIIE OJHOW WJIM HECKOJIBKHX JOTOJIHHUTENIBHBIX X-XPOMOCOM. Y JpPyrux
NAlMEHTOB PETUCTPUPYIOTCS MO3aUYHbIE (DOPMBI.

Knunuka. Y xenmus ¢ kapuotunom 47, XXX HET OTKIOHEHUWA OT HOPMBI B
(U3UYECKOM U TICUXUYECKOM Pa3BUTHH, HHOT/Ia YMCTBEHHOE Pa3BUTHE HA HUKHUX
IpaHUIAX HOPMBI. DTO OOBSICHAETCS TEM, YTO B KIeTKax 2 X-XpOMOCOMBI
WHAKTUBUPOBAHHBI, 2 PYHKIIMOHUPYET JIUIb OJHA, KaK Y HOPMaJIbHOU JKEHIIUHBI.
Y HEKOTOpBIX MOKET ObITh HApYIICHUS IMKJIA, BTOpUYHAS aMeHOpes, paHHssA
MEHONAay3a M C BO3PAaCTOM YBEJIWYUTCS PUCK BO3HUKHOBEHUS IICUXUYECKHUX
3a00JieBaHUI. YBEIIMUCHHE YHCIIa X-XpOMOCOM COIPOBOXKIACTCS yCYT'yOJICHUEM
nopaxxkenus HC, ¢opMupoBaHneM MOPOKOB Pa3BUTHS U HapylleHUEM (DYHKITUU
IIOJIOBBIX OPTaHOB.

[Ipu TeTpacOMHUM U NIEHTACOMHUM Y JKEHIIMH BBICOKHM POCT, TEIOCIOKEHUE T10
MYKCKOMY THUIy, OIHUKAHT, TUIEPTEIOPU3M, BBICOKOE HE0O, YIUIOUIEHHOE
NEePEeHOChE, AHOMAIbHBIA pOCT 3y0OB, JAePOPMUPOBAHHBIE W aAHOMAJILHO
pACHOJIOKEHHBIE YIIIHBIE PAKOBUHBI, KIMHOJAKTWIMS MHU3UHIIEB, NONEpPEUHAs
JaJiOHHas  CKJIaJKa, HapyLIEHUs  MEHCTPYaJbHOTO  IMKJa, OecIioaue,
MPEXKACBPEMECHHBIM KJIMMAKC, MOPOKH Pa3BUTHUS KOHEYHOCTEH (WX MalleHbKHE
pa3Mepsbl, cpalleHUe JIy4eBOM U JJOKTEBOM KOCTEH), BPOXKIACHHbIE TOPOKU CepALla.
CHIXeHue UHTEIIEKTa OT MOTPAHUYHOM YMCTBEHHON OTCTAJOCTH 0 Pa3JIMYHbBIX
CTeTneHel onuroppeHnH.
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lIpoenos. TIpoOIKUTENBLHOCTh JKM3HU 3aBUCUT OT CTENEHH MOpaXKEeHUs
BHYTPEHHHUX OPTaHOB.

Jleuenue. MGTOI[I/IKa TCpalinu JUKTYCTCA TCMH IIaTOJIOTHYCCKUMU
HapYHICHUAMU, KOTOPBIC OTMCHYAIOTCA Y ITAITUCHTOK.

2.1.2.2. Cunopom Knaungenvmepa (cm. npunosscenue Nel, pucynok 5)

Onucanue 3abonesanusa: B 1942 r. I'.®. Knaitnpensrepom, a B 1959 r. P.
Jxekooc u JIx. CTpOoHr MOATBEPAWIA XPOMOCOMHYIO JTHOJOTHIO 3TOTO
3a00JIeBaHUS.

Yacmoma scmpeuaemocmu: 1 . 500 - 700 HOBOPOKAEHHBIX MaJTbYHKOB.

Kapuomun: 47, XXV — qucomust 1o X-XpoMOCOMeE
48, XXXV — tpucomusi 1o X-XxpoMocoMe
49, XXXXY — terpacoMus no X-XpoOMOCOME
50, XXXXXYVY — neHracoMusi 1o X-XpoMOCOMe

Omuonoeus. Ilpuunnoit 3a0oneBanust B 80% ciydaeB SBISETCA HAJIUYUE B
KAPHUOTHIIE OJHOW WJIM HECKOJIBKHX JOTOJIHUTENIBHBIX X-XPOMOCOM. Y JpPYIUX
NAlMEHTOB PETUCTPUPYIOTCS MO3aUUHbIE (DOPMBI.

Knunuka. bepeMeHHOCTb, poibl U NIEPUOJ HOBOPOKIECHHOCTH HE OTIMYAIOTCS
OT HOpPMaJbHBIX. XapakTepHas KIMHUYecKas KapTuHa (opmupyercs xk 12 — 15
JIETHEMY BO3pacCTy: HEAOPAa3BUTHUE SIMUEK W BTOPUYHBIX MYXKCKUX IOJOBBIX
MPU3HAKOB, TMHEKOMACTHS, €BHYXOUJHOE TEJOCJIOKEHHE, OUYEHb BBICOKMN WIIU
CpPEeIIHUI pOCT, OOJBIIMHCTBO OECIUIOAHBI, MOMXET OBITh MHUKPOOPXHINU3M,
aHOMAJIBHBIN POCT 3y0OB, KIIMHOJAAKTUIINS MU3UHIIEB. CKYJTHOCTh WU OTCYTCTBHE
OBOJIOCEHMSI HA JMIE, TPyIH, B MOAMBIIICYHbIX BHaJuHaX. YacTo BCTpeyaroTCs
JUCIIPOTIOPIIMOHANIHO JJIMHHBIE KOHEYHOCTH, CKOJIMO3, Aedopmaiius TpyaHOU
KJIETKH, SMUKAHT, BBICTYMAIOIINE HAaAOpoBHbIE nyrH. Yem Oosblie X-XpoMOCOM,
TeM 0O0JIbIIIE BBIPAKEHBI )KEHCKUE MTPU3HAKK M YMCTBEHHAs! OTCTAJIOCTh (MHTEIIEKT
y mogen ¢ 47,XXY MoXeT ObITh HOPMAJIbHBIM). Y MCTBEHHAsi OTCTajJIOCTh B 25 —
50% cnydaeB. HeycTOWYHMBOCTH BHHMMAaHHS, TOBBIIMIEHHAS YTOMIIIEMOCTh U
OTBJICKAEMOCTh, TIOBBIIIIEHHAs] BHYIIAEMOCTh, CHUXKEHUE WHHUIIUATUBHOCTH,
HECMOCOOHOCTh K JJIMTEIBHOMY BOJEBOMY JEHCTBHIO, HE3PEJIOCTh CYXKICHUMH,
CKJIOHHOCTh K aJKOToJiu3My. Y HEKOTOPBIX KaTapakThl, CHUXEHUE CIIyXa,
BPO’KJICHHBIE IOPOKH CEPJILIA, BAPUKO3HOE PACILIUPEHUE BEH.

IIpoenos. 1IpogomKUATENBHOCTh W3HM 3aBUCHUT OT CTENCHU MOPaXKCHUS
BHYTPEHHHUX OPTraHOB.
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Jleuenue. Vcnionb3yroT mnpenaparbl MYXCKHX I[OJOBBIX TOPMOHOB, KOTOpBIE
KOPPEKTUPYIOT BTOPHUYHBIE TMOJOBbIe mpu3Haku. Ho mnogoOHas Tepamusi He
NPUBOJAUT K BOCCTAHOBJIGHHUIO CIEpMATOreHe3a, OOJbHbIE HMMEIOT CTOMKOe
Ooecruioane. Takxke MeToAMKAa Tepanmuu JUKTYETCS TEMH MaTOJIOIMYEeCKUMU
HapYILIEHUSIMU, KOTOPbIE OTMEUAIOTCS Y MAIUEHTOK.

2.1.2.3. Cunopom noaucomuu no Y-xpomocome

Onucanue 3abonesanus: B 1961 r. A.A.CanbGeprom ¢ COaBTOpaMHu.

Kapuomun: 47, XYY — qucomus no ¥Y-xpoMmocome
48,XYVY — tpucomus 1o Y-xpomMocome
49, XVYVVYV — terpacomus 1o Y-xpoMocome

Yacmoma  ecmpeuaemocmu. aucomus 1o  Y-xpomocome -  1:840
HOBOPOJXKJICHHBIX MaJb4MKOB U Bo3pacTaeT 10 10% y My>X4HWH BBIIIE 2 METPOB,;
TPUCOMHUS U TETPACOMHS 10 Y -XPOMOCOME BCTPEUAIOTCS PEKE.

Omuonoeus. Hannune OI[HOﬁ NI HCCKOJIBKUX JOITIOJTHUTCIIBHBIX y-XpOMOCOM.

Krnunuka. B OonbIIMHCTBE ciydyaeB HOpMa MO (PU3HYECKOMY U YMCTBEHHOMY
pa3BuUTHIO. MHOTHE TII010BUTHL. MIHTEIEKT MOXKET ObITh HEMHOTO CHUKEH. UeMm
OoJibllie  Y-XpOMOCOM B KAapHOTWUIE, TEM 3HAYUTEJIbHEW WHTEIJIEKTyalbHAas
HEJIOCTATOYHOCTh M 00JIee IUPOK CIEKTP CUMIITOMOB y MaIlUEHTA.

B 30 — 40% cnyuyaeB — BeIcOkuid pocT (6osiee 190 cm), eBHYXOUIHBIE YEPTHI
TEJIOCJIOKEHHS, CKJIOHHBI K arpeccuy, AacOlMaJbHBIM TMOCTYIKAaM, IOBBIIIECHA
BHYIIIAEMOCTh, TPYObIe UEPThI JIMIIA, OOJBIINE YIIHBIE PAKOBUHBI, aHOMAJIbHBIN
poct 3y00B C pgedekToM 3yOHOM SMaju, BBICTYNMAIOT HAJAOPOBHBIE AYTH U
MEePEHOCHIIa, YJIMHEHUE KOHEUHOCTEH, nedopmarusi KOJICHHBIX M JIOKTEBBIX
CyCTaBOB.

HccnenoBanre TMOJOBOTO XpOMaTWHA IMPU  MOJHCOMHUHU Y -XpPOMOCOMBI
oOHapy>KHMBaeT HAJIMYME HECKOJIbKUX F-Tener B OHON KJIETKE: MPU JTUCOMUU Y -
XPOMOCOMBI — 2 TeJbIla, MPU TPUCOMHH — 3 TEJbIIa, IPH TETPACOMHUH — 4,

IlIpocno3. 1IpoNOMKUTENBHOCT JKU3HU 3aBHUCUT OT CTEIEHH NOPAKECHUS
BHYTPEHHUX OpPraHoB. Y HEKOTOPBIX C BO3pPAaCTOM pa3BHBAETCS MIM30(DpEeHUs U
DIUJIETICUSL.

Jleuenue. Ilpu nucomuu 1o Y-xpomocome JiedeHus: 00b19HO He Tpedyercs. OHO
MPOBOJIUTCS  TOJIbKO TIPM HAJWYMU SBHBIX [MATOJOTUYECKUX H3MEHEHUU
(ropMoHOTEpanusi MPY HEAOPA3BUTUU T€HUTAIHM, TIPOTUBOCYIOPOKHAS T€pANus 1

T. 1.).
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2.1.2.4. Cunopom Illepeuwieeckozo-Tepuepa (cm. npunodcenue Nel, pucynok 6)

Onucanue 3abonesanus: B 1925 r. pycckum yuensim H.A. llepemeBckum, B
1938 r. I'. TepHep nan mojiHOE ONMCaHKE 3a00JICBaHUS.

Kapuomun. 45,X0;
46,X,Xp- - nenenunsi KOpoTKOro rieda X-XpoOMOCOMBI;
46,X,X(Q- - nenenus JJIMHHOTO ieya X-XpOMOCOMBI.

Yacmoma scmpeuaemocmu: 1 :2.000 — 1 : 5.000 HOBOPOKIECHHBIX JEBOYCK

Imuonoeus. 60% >THONOTUS 3a00JIEBaHUS — MOHOCOMHS MO X-XPOMOCOME;
peOCHOK pOXKIaeTcsi TOJIBKO TMPH yTpaTe OTLOBCKOM X-XpOMOCOMBI, €CJH
MaTEepUHCKON — SMOpHOH norudaet Ha paHHelt cranuu; 20% - Mo3andHbie HOPMBIL;
5% - ompenensieTcsi KoJblieBass X-XpOMOCOMa; BCTPEYAIOTCS JIEJCIIUH KOPOTKOTO
VI IJTUHHOTO TUieYa X-XpOMOCOMBI.

Knunuka. bepeMeHHOCTh TUIOOM C 3TUM 3a00JIEBAaHUEM COIPOBOXKIACTCS
BBIKMJIbIIEM. Y marueHTok ¢ 45,XO He ompenensitorcs Tenblia bapa B cockobe
CJIIM3UCTOM IIEKH U «OapabaHHbIe MAJIOYKW» B TJIa3Me KPOBU U F-Telnblia.

Huskwuit poct (He 6onee 1,5 merpa), 3ajiepKKa MOJIOBOTO Pa3BUTHS Y JEBOYEK
12 — 14 net, mumdaTtraeckuii oTek kuctei u cron (50%), KokHas CKIaaKa Ha IIee,
HEKOTOpBIE IUIOJOBUTHI, THIOTOHAAW3M, HEIOPAa3BUTHE TIOJOBBIX OPTraHOB U
BTOPHYHBIX TIOJIOBBIX MTPU3HAKOB, IEPBUYHAS aMEHOPES, MOTYT OBITH BPOXICHHBIC
nopoku cepana (25%), aHTUMOHTOJIOWJHBIA pa3pe3 rja3, NTO3, HIHUKAHT,
HU3KOPACIIOJIOKEHHBIC  YIIHBIE PAKOBUHBI, KOPOTKas IIes, KOPEHACTOe
TEJOCIOKECHHUE, KIMHOMAKTUIIMS MU3UHIEB, MIUPOKas TPyAHAs KIETKAa, YacTo
MOJKOBOOOpa3Hasi  MOYKa, YacTO0 HAa  KOXE  MHOXECTBO  POJIUHOK.
WuTemnekTyansHoe — pa3BUTHE  OJM3KO K  HOpMalbHOMY.  XapaKTEpHbI
MH(AHTUIILHOCTh U CHIDKCHHE TTO3HABATEIBHBIX CIIOCOOHOCTEH.

Ilpocno3. TIponomKATENBHOCTD XKU3HU HE OTJIMYACTCS OT MOMYJISLMOHHOM, a
TAK)K€ 3aBUCUT OT CTENIEHU NOPAKEHUS BHYTPEHHUX OPraHOB.

Jleuenue xomiekcHoe. Jlo 12-14 ner peBoykamM NPOBOIWUTCS TeEpamus,
Koppurupymomas 3aaepxkky pocra. C 13 — 14 npoBoauTcs ropMOHAIBHOE JICYEHNE
npenaparaMy >KEHCKUX TMOJIOBBIX TOPMOHOB, KOTOPBIE BBI3bIBAIOT (POPMUPOBAHUE
BTOPUYHBIX TIOJIOBBIX TMPU3HAKOB M MEHCTPYAJIBHOTO IHMKIa. OnepaTUuBHO
UCIIPABISIIOTCS  BPOXKIACHHBIE TOPOKM  pa3BUTHA. COBpEMEHHBIE  METOMABI
TOPMOHAJIBHOW  TE€palMi W DKCTPAKOPIIOPAIBHOTO  OIUIOJOTBOPEHUSA €
WCIIOJIb30BAaHUEM JIOHOPCKOW SIMUEKIIETKHA YK€ Iald BO3MOXHOCTb POXKIACHUS
3I0pOBOr0 peOEHKAa HECKOJIbKHM KEHIIMHAM C MOHOCOMHEH Mo X-XpOMOCOME.
[IpoBoautcsa ncuxorepanus. COBpeMEHHOE NPUMEHEHHE BCEX METOJOB JICUEHMUS,
IPUMEHEHHE TeHHO-MH)XEHEPHOr0 TOPMOHA POCTa, 00ECIIEUYNBAET MOUYTH MOJHYIO
KOMIIEHCAIIUIO MAaTOJIOTMYECKUX MPOSIBICHUN y 3TUX OOJBHBIX.
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2.2. Xpomocomusle 001€3HU, CEA3ZAHHBIE C HAPYUWEHUEM

CmMpyKmypbl XpOMOCOM

3):

B 0CHOBE XpOMOCOMHBIX MYTAllM{ JICKAT CIACAYIOIIME MEXaHU3MbI (CM. cxemy

- TPAHCJIOKALIUH,
- JIeJICLINH,

- UHBEPCUH,

- TyIUIMKaLWH,

- ICHTPUYECKOE CIUSHHUE.

YcnoBHBIE 0003HAYCHMS TCHOB

M3MEHEHUSI CTPYKTYPhI XPOMOCOM

ABBTIE

ABBBTIE

ABB_JIE

ABTBJIE

ABBMK

ABBT IE
PQRST

HOpMaJIBHBIﬁ IIOPAAOK I'CHOB

OYTUIMKALMS (Y080oeHuUe yuacmKa
XpOoMocomul)

NENeus (nomeps y4acmrka Xpomocombi)

WHBEPCHS (N0BOPOMbL YHACMKA XPOMOCOMbL
Ha 180 epadycos)

TPAHCIIOKALUSL  (0OMeHHble nepecmpouxy
MeAHCOY He2OMONOSUYHBIMU XPOMOCOMAMU)

OCHTPUYICCKOC CIIMAHHC (CJlu}ZHue
HE2OMOJI0OCUYHDbIX XpOMOCOM)

Cxema 3. CTpyKTypHBIE U3BMEHEHHUS XPOMOCOM.

CTpyKTypHBIE aHOMAJIMH XPOMOCOM OOBIYHO COIPOBOXIAAIOTCS MEHBIITUM
TCHHBIM JUCOQJIAaHCOM, YeM IIOJHBIE TPUCOMHH, ITOITOMY OHH OIMCAHBI Yy
JKUBOPOXKACHHBIX JIETCH [JII BCEX THIIOB ayTOCOM. 3a0oJIeBaHUS OYEHb
MHOTOYHCJICHHBI.
[ToTepsi 3HAUUTENLHOW YaCTH XPOMOCOMBI MPUBOAUT K THUOEIM OpraHu3Ma.
VYTpara He3HAYUTEIBHBIX YYACTKOB K U3MEHEHUIO HACJICICTBEHHBIX CBOMCTB.
Kinuaudeckn u nutoreHeTHYecku uaeHtuduiupoBano 6onee 100 cuHApOMOB,
BBI3BAHHBIX CTPYKTYPHBIMU HAPYIICHUSIMHU XPOMOCOM.
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2.2.1. Cunopom «Kowiaubve2o Kpukay (cm. npunodicenue Nel, pucynox 7)

Onucanue 3abonesanus. B 1963 r. JIx. JIexxeHoM.

Yacmoma ecmpeuaemocmu. 1 : 45.000 HOBOPOXIIEHHBIX; COOTHOIIECHUE
MY>KUYHH U KEHIIUH cocTaBisieT 1: 1,3.

Kapuomun: 46, XX,5p- wnu 46,XVY,5p-.

Omuonoeus. OCHOBHAs Macca BCeX CiIydaeB 3a0oyieBaHMs CBA3aHa C yTpaToi
YacTU KOPOTKOTO Tieda S5-ii xpoMocombl. Y 15% OOJBHBIX JaHHAs MATOJOTHS
SBIIICTCSI  PE3YJIbTATOM TpPAHCIOKaui. M3peaka BBISIBISIOTCS MO3aWdYHBIC
BapUAHTHI WM KOJIBIIEBAs XPOMOCOMA.

Kaunuka. BeposSTHOCTh pOXAEHHMS C JAHHBIM CHHIPOMOM HE 3aBHCHUT OT
BO3pacTa pOAUTENIEH.

bepeMeHHOCTh IJI0JI0OM 4acTO CONMPOBOXKIAETCSA YTPO30M BBIKM/BIIIA.

XKusyr no 55 ner. OOmee oTcraBaHMe B pa3BUTUH, HHU3Kas Macca IpU
POXKIEHUH, JTYHOOOPAa3HOE JMIO C IIMPOKO PACCTABICHHBIMU TIJla3aMH, YILIHBIE
PAaKOBHMHBI HW)X€ HOPMAJIBHOTO YpPOBHS, IIMPOKas MEPEHOCULA, CKIOHHOCTh K
uHpexkunoHHbiM  3a0osieBanusiM  BJIII, aHTUMOHTONOMAHBIN pa3pe3 rIias,
MBIIIEYHAsl TUIIOTOHMS, MUKpoLedaaus, STUKAHT, TUIIEPTENOPU3M, cTpadusm. 13
BHYTPEHHUX OpraHOB HamOOJee 4acTo mopaxaercs cepiaue. Bce UMeroT Tskenyro
CTENEHb YMCTBEHHOUM HEIOCTATOYHOCTH.

[Inau pebGeHka HamOMUHAET Kolllaybe MsiyKaHbe. [IpuumHa — Hempopa3BUTHE
ropTaHu (3TO CBSI3aHO C CYKEHHEM TOPTaHH, MITKOCTbIO XpAILIEH, YMEHbIIEHUEM
HaaropraHHuka). C Bo3pacToM ucYe3aeT KPHUK, JyHOOOPAa3HOE JIMLO, TUIIOTOHHUS,
JIpYrue NOPOKH U YMCTBEHHAs! OTCTAJIOCTh OCTAOTCSI.

Ilpoenosz. C Bo3pacTOM HCYe3aeT KpUK, JTyHOOOpa3HOE JIHUIIO0, THUIIOTOHUS,
JpYyrue NOpPOKH U YMCTBEHHAs! OTCTAIIOCTh OCTAOTCS. IIpOIOIKUTENBHOCTD KU3HA
3aBUCUT OT CTENEHHM IOpPAaXEHUS BHYTPEHHUX OPraHOB, OHA BBIIIE, YEM Y
NAIMeHTOB C ayTOCOMHBIMU TPUCOMHSIMH. BONBIIMHCTBO OOJIBHBIX YMHPAlOT B
IIEpPBbIE TOJBI )KM3HU, HEKOTOpbIE nocTUraroT 10-neTHero Bo3pacta. EnquHu4HbBIE
00JBHBIE TOCTUTAIOT S0-JIeTHEro Bo3pacTa.

Jleuenue. MeToguka  Tepanuu — IUKTYETCSI TEMU  MNATOJIOTHYECKUMU

HapymCcHUAMHA, KOTOPBIC OTMCYAIKOTCA Yy ITALIMCHTOB.

2.2.2. Cunopom  Awncenvmana  (CUHOPOM  «CHACMIUGOU  KYKJIblY)
(cm. npunoscenue Nel, pucynok 8)

Onucanue 3abonesanus. B 1965 r. AHreIbMaHOM.

Yacmoma ecmpeuaemocmu: 1 : 20.000 HOBOPOKICHHBIX.

34



Kapuomun: 46,XX,15p- unu 46,XVY,15p-.

Omuonoeus. OCHOBHAs Macca BCEX CllydaeB 3a00JIEBaHMS CBSi3aHA C yTpPaTOM
YacTH KOPOTKOTO 1jieda 15-if XpOMOCOMBI.

Knunuxa. 1lpucTynbl HEKOHTPOJIMPYEMOIO CM€Xa, PE3KUE CYAOPOIKHBIE
JBUKEHUSI PYyK, HEOObIYHAsl IOXOJIKA, XJIONAHbE B JIAJOWIM U creuupuyeckas
rpumaca (Kykia). 3azep:KKa YMCTBEHHOIO M MOTOPHOTO Pa3BHUTHS, TMIOTOHUS,
YIUTOIIEHHBIN 3aTBUIOK, aTaKCHsl, TUIIEPKUHE3UsI, MUKpoOpaxunedanus, 00bias
HIDKHSISL 4YENIOCTh, MAKpOCTOMHS, YacTO€ BBICOBBIBAHHE f3bIKA, PEIKHE 3YOHl,
TUMONMUTMEHTALMs KOXHBIX TOKPOBOB U Bosioc. [loxogka Ha  MIMPOKO
paccTaBlIEHHBIX HOTaX C COTHYTHIMU B JIOKTSX pyKaMH (HAIOMHUHAET ABU)KCHUE
MEXaHUYECKOMN KYKIIbI).

Tun HacnenoBaHUS — MPEAOIOKUTEIBHO ayTOCOMHO-PELIECCUBHBIMN.

HQOZHOS’. HpOI[OJDKI/ITCJII)HOCTL JKU3HHN 3aBUCHUT OT CTCIICHHU IIOPAKCHHA
BHYTPCHHHX OPI'aHOB, MGI[I/II.[HHCKOﬁ ITOMOIITH.

JleueHue. MGTOI[I/IKEI TCpallnu JUKTYCTCA TCMH IIaTOJIOTHYCCKUMHU
HapYHICHUAMU, KOTOPBIC OTMCYAIOTCA Y IIAIMCHTOB.
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HATJISIIHBIA METOANYECKUA

MATEPHUAJI
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47, XX, +21
47,Xy,+21

HPUJIOKEHUE Nel

Pucynok 1. Cunapowm JlayHna.
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47,XX,+13
47XV, +13

Pucynok 2. Cungpowm Ilaray.
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47, XX, +18

47XV, 418

Pucynok 3. Cungpom DnBap/ca.
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47,XXX — mpucomus no X-xpomocome
48, XXXX — mempacomus no X-xpomocome
49, XXXXX — nenmacomus no X-xpomocome

Pucynok 4. Cungpom Terpacomuu 1no X-XxpoMOCOME.
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47,XXY — oucomus no X-xpomocome

48, XXXV — mpucomus no X-xpomocome

49 XXXXYV — mempacomus no X-xpomocome
50, XXXXXY — neumacomus no X-xpomocome

Pucynok 5. Cunapom Knalindensrepa.
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45,X0
46,X XQ- - oeneyus OnunHo20 nieua X-xpomocomol
46,X Xp- - oeneyus kopomrozo nieua X-xpomocomol

Pucynok 6. Cunapowm Illepemerckoro — TepHepa.
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46,XX 5p- - Oeneyus Kopomkozo nieya - Xxpomocombl
46,XV,5p-

Pucynok 7. CHHIPOM «KOIIAYbETO KPUKAY.
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46,XX,15p-
46,XY,15p- - oeneyus kopomkozo nieua 15-1 xpomocomwi

Pucynok 8. Cungpom AHrenbmaHa (CHUHAPOM «CUYACTIMBOU
KYKJIBI»).
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KOHTPOJIb DOPEKTUBHOCTU OBYUEHUA
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BAPHUAHT 1
3AZJAHUME Nel

HHcmpyKL;u}Z.' 3aIllO0JIHUTE CXEMY, NUCITIOJIB3Ys NPEAIIOKCHHBIC BApUaHThl OTBETOB.

1. HapyuieHue yucia nojioBbIX XpOMOCOM;

2. CTPYKTYpPHBIE aHOMAJIUU ayTOCOM,;

3. MOHOTE€HHBIE, UIIA TCHHBIE;

4. 00Jsie3HU, CBSA3aHHBIE C AaHOMAIMSIMHU KOJIMYECTBA XPOMOCOM;
5. CTPYKTYpPHBIE aHOMAJIMU ITOJIOBBIX XPOMOCOM.

HacneacTBeHHEBIE 00JIE3HU

XpOMOCOMHBIC i, MVHI:TI/Id)aKTODI/IaJIBHbIC

/T

OOJIE3HH, CBSA3AHHBIE CO CTPYKTYPHBIMHU
HapylEeHUsIMH (abeppalusiMi) XpOMOCOM

l l

HAPYIHEHUE  .evevvvnnnennes eeeenieeeaeee i
qucia
ayToOCOM
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HUnempyryusa:

YCTaHOBUTE

COOTBETCTBHE,

3AZTAHUE Ne2

MONIB3YSIChb  PUCYHKaMH C  (oTorpadusmMu

XPOMOCOMHBIX 3200JI€BaHUI YEI0BEKA.

3abonesanue

MunumanvHwlli OuacHocmudeckull Kpumeputi

1. Cunnpom layHa (cm. puc.
1)

A. VY3Kknme M KOpPOTKME IJIa3HbIE ILEJH, «CTOIa-
KauaJIka»,  MAJCHbKHE  HHU3KOPACIIOJOKECHHBIE
VIIHBIE PAaKOBUHBI, CTrUOATENBHOE IOJIOKEHUE
ITAJIbLIEB KACTH, BBICTYITAIOIIUH 3aTHUIOK.

2. CHHIOIPOM «KOIIAYbETO
KpUKay» (cm. puc. 7)

b. TomoBa okpyrmoit ¢GopMbl ¢ YIUIOMEHHBIM
3aTBUIKOM, JI0OO CKOIIEHHBIH W Yy3KUH, JHIO
IUIOCKOE, THUIWYEH OHIUKAHT, MOHTOJOUIHBIN
pa3pe3 ria3, HOCTOSIHHO OTKPBITBIM POT, TOJICTHIE
ryObl, OOJBIION CKJIAMUYaThIM S3bIK, MOIMEpeYHast
JaJiOHHas CKJIaJiKa, JBYX(aJaHTOBBI MH3UHEIL,
PE3KO HapYIIEHO a0CTPAKTHOE MBIILJICHUE.

3. Cunnpom Kaitndpenbrepa
(cm. puc. 5)

B. JlynoobOpa3Hoe JIVLIO c IMPOKO
pacCTaBJICHHBIMU TJla3aMHU, VIIHBIE PAKOBUHBI
HIKE€ HOPMAJILHOTO YPOBHS, IIMPOKasi MEPEHOCHIIA,
AHTHMOHTOJIOUJIHBIN pa3pe3 riia3, TsoKelasi CTEIEHb

YMCTBEHHOM OTCTAJIOCTH, a4 pebeHka
HaIIOMHUHAET KOIIaybe MIyKaHbE.
4. Cungpom Onpapaca (cm. |I. OudeHb  BBICOKMA WM CPEJHUN  pOCT,
puc. 3) TUMHEKOMACTHUsl,  €BHYXOHUJHOE  TEJIOCIOKEHHUE,

HEJIOPA3BUTHE SIMYEK M BTOPUYHBIX MYKCKHX
MOJIOBBIX TPHU3HAKOB, OOJBIIMHCTBO OECIUIOIHBI,
YMCTBEHHas OTCTanocTh B 25 — 50% cnydaes.

3AJAHUE Ne3

Hucmpykyus: sanomaure rpadbl  TaOMIbBL, MONL3YSACh pPUCYHKaMHu ¢ (oTorpadusmu
XPOMOCOMHBIX 3a00JI€BaHUI YETIOBEKA.

Puc.1 Puc.3 Puc.5 Puc.7

1.HazBanue cunapoma

2.00111e€ 9rCII0 XpOMOCOM

3.Hucno ayrocoM

4.Yucno noJIOBBIX XpOMOCOM

5.JIutHMe XpoMOCOMBI (CKOJIBKO)

6.Henocraronme XpoMOCOMBI (CKOJIBKO)

7.BHYTpHUXpOMOCOMHBIE
(B KaKoM XpoMOcoMe)

MIEPECTPOUKHU

8.DEeHOTUNNYECKU 1O0JT (MYXK., JKEH. )
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BAPUAHT 2

3AZJAHUE Nel

HHcmpyKL;u}Z.' 3aIl0JIHUTE CXEMY, HUCIIOJIB3Ys NPEAIIOKCHHBIC BApUaHThl OTBETOB.

1. CTpyKTypHbBIE aHOMAJIUH ayTOCOM;

2. XpOMOCOMHBIE;

3. Oomne3HH, CBSI3aHHBIE CO CTPYKTYPHBIMH HapylIeHUAMH (abeppalusMu)
XpOMOCOM;

4. mynbTU(haKTOpUATILHBIE,

5. HapylIE€HUE YuCia MOJOBBIX XPOMOCOM.

HacneacTBeHHEBIE 00JIC3HU

.................... MOHOT'CHHBIC,

/ \ VJIA TCHHbIE

60H€3HI/I, CBA3AHHBIC C AHOMAJIMAMY = ... iiiiiiiiiiiiieeeniieennneennnnns
KOJINYCCTBA XpOMOCOM

l l g Y

HapylIeHUe e i CTPYKTYpHbIE

qucia aHOMaJIu1

ayToOCOM MOJIOBBIX
XPOMOCOM

CTpyKTypHBIE aHOMAJIMU ayTOCOM;

XPOMOCOMHBIE;

OOJIe3HH, CBSI3aHHBIE CO CTPYKTYPHBIMM HapyuieHusiMu (abeppauusMu)
XpPOMOCOM;

MYJIbTU(AKTOPUAIbHBIE;

HapyILIEHUE YKCIIA MTOJIOBBIX XPOMOCOM.
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3AZTAHUE Ne2

Hnempykyus: ycranoBuTe COOTBETCTBHE, MOJB3YACh PUCYHKaMu ¢ (ororpadusmu
XPOMOCOMHBIX 3a00JIEBAHUI YENOBEKA.

3abonesanue

MunumanvHwlll OuacHocmudeckull Kpumeputi

1. Cunapom
[latay (cm. puc. 2)

A. T'nyOokas uanotus, MHUKporedanusi, 100 CKOLICHHbIH, y3KUe Tia3Hble
IIEJIM, 3amaBIlas MEePeHOCHIla, HU3KO PACHOJIOXKEeHHbIE Ae(opMUpOBaHHbIE
VIIHBIE PAKOBUHBI, pacUICJMHbBl BepxXHeW TryObl u Heba (4Yacrto
JBYCTOPOHHUE), TOJUAAKTIIINS HA PYKax.

2. Cunnpom | b. Ilpuctynbl HEKOHTPOIMPYEMOTO CMEXA, PE3KUE CYJAOPOKHBIE ABUKEHUS
TeTpacoMuu mo X- | pyK,  XJIOMaHbe B JIAJOIIKM U croeuuduueckas Tpumaca, 3aJepiKKa
XpOMOCOME  (CM. | YMCTBEHHOTO U MOTOPHOT'O Pa3BUTHS, TMIIOTOHHUS, YIUIOIIEHHBIN 3aThUIOK,
puc. 4) OO0JbIlIasi HUXKHSS YETIOCTh, YAaCTOE BBICOBBIBAHME SI3bIKA, PEIKHE 3YOBI,
TUIIONIMIMEHTAlUS. KOXKHBIX IIOKPOBOB M BOJIOC, IIOXOJKAa Ha IIMPOKO
PAaCCTaBJIICHHBIX HOr'aX C COTHYTBIMU B JIOKTAX PYKaMH.
3. Cungpom | B. Poctr He Oomee 1,5 wMeTpa, 3ajgepkka TIOJOBOTO pPa3BUTHS,
AHrensmana mumbaTtrnueckuii otek kucred u cron (50%), KoxkHas CKialKa Ha Liee,
(cuHOpPOM HEKOTOpPBIE IUIOAOBUTHI, HEIOPA3BUTHE IIOJOBBIX OPraHOB M BTOPHUYHBIX
«CYACTIINBOU ITOJIOBBIX MPU3HAKOB, AHTUMOHIOJIOMIAHBIN pa3pe3 ria3, NTO3, SMUKAHT,

KYKJIB») (CM. puc.

8)

KOpOTKas Iesi, IMHUpoKas TpyaHas KieTka. MHTenneKkTyansHOe pa3BUTHE
0JIN3KO K HOPMAJIbHOMY.

4. Cungpom
[lepemeBckoro —
Tepuepa (cm. puc.
6)

I'. BpicOknii pOCT, TEJNOCIOKEHUE II0 MYKCKOMY THILY, OJIHUKAaHT,
TUIIEPTENIOPU3M, YIUIOIIEHHOE IEPEHOCHE, 1e(DOPMUPOBAHHBIE U AHOMAJIBHO
PAacOJIOKEHHBIE YIIHBIE PAaKOBHHBI, IIONEpeYHas JIaJOHHAas CKJIaJKa,
HapylIeHUs MEHCTPYaJIbHOTO IMKJIa, Oeclyioaue, MpexXIeBPEMEHHBIN
KJIMMAaKC, CHUKEHUE MHTEIUIEKTA OT MOTPAHUYHOM YMCTBEHHOW OTCTAJIOCTH
710 Pa3IMYHBIX CTETIEHEN OMUTropeHuH.

3AJAHUE Ne3

Hucmpykyus: sanonuure rpadbl  TaOJMIbL, MONB3YSACh PUCYHKaMu ¢ (GoTorpapusMu
XPOMOCOMHBIX 3a00JI€BaHUI YeTIOBEKA.

Puc.2 Puc.4 Puc.6 Puc.8

1.HazBanue cunapoma

2.00111€€ 9HCII0 XPOMOCOM

3.Hucno ayrocoM

4.Yucno noJIOBBIX XpOMOCOM

5.JIutHMe XpoMOCOMBI (CKOJIBKO)

6.Henocraronme XpoMOCOMBI (CKOJIBKO)

7.BHYTpUXpOMOCOMHBIE
(B KaKoM XpoMOcoMe)

MIEPECTPONKH

8.DEeHOTUNNYECKU 10JT (MYXK., JKEH. )
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ITAJIOHBbI

IQOPEKTUBHOCTU OBYYEHUA

BAPUAHT 1

3AZJAHUE Nel

HaCJ'IeI[CTBGHHBIC 00JIC3HU

/

XPOMOCOMHBEIC

/

00JIe3HH, CBI3aHHBIC C aHOMAJIMSAMHA

KOJIHMYCCTBA XpOMOCOM

P

MOHOFGHHBIC

OTBETOB K 3AJAHUAM KOHTPOJIA

\

MVJIBTI/Id)aKTODI/IaJIBHBIe

NIAH I'CHHBIC

00JIE3HH, CBSI3aHHBIE CO CTPYKTYPHBIMHU

HapyLIEHUAMH (abeppalunsiMi) XpOMOCOM

g

HapyllIeHUE HapyILICHHE CTPYKTYpHbIE CTPYKTYpHbIE

qyucia qyucia aHOMalluu aHOMaJuu

ayToCOM  MOJIOBBIX ayTOCOM MOJIOBBIX

XPOMOCOM XPOMOCOM
3AJAHUE No2

1-0;

2 —B;

3-r1;

4—a

3AJJAHUE Ne3
Puc.1 Puc.3 Puc.5 Puc.7
1.Ha3Banue cunipoma Cunapom | CuHapom Cunapom Cunapom
ayHa Oneapaca | KnaitHdenbTepa | «komadbero
KpUKa

2.0011ee 9rciIo XpoMOCOM 47 47 47 u GonbIe 46
3.4ucno ayrocom 45 45 44 44
4.Yucno noJIoBbIX XpOMOCOM 2 2 3 u OosbIIe 2
5.JIutHre XpoMoCOMBI (CKOJIBKO) 1 1 1 u GombIIe -
6.Henocraromue XPOMOCOMBI - - - -
(CKOJIBKO)
7.BHYTpHUXpPOMOCOMHBIE MTEPECTPOUKH - - - B 5-U
(B KaKOM XpoMocoMe)
8. DEHOTUNTMYECKUIN MOJT MYK., )KeH. | MYX., )KCH. MYXK. MYK., )KEH.
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Cwm. atanon oTBera B BapuaHTe Nel.

BAPUAHT 2

3AZJAHUME Nel

3AJJAHUE Ne2

1-a;

2-T;

3-0;

4—-8

3AJJAHUE Ne3
Puc.2 Puc.4 Puc.6 Puc.8
1.Ha3Banue cungpoma Cungpom | Cungpom Cunapom Cunnpom
ITaray terpacomuu | lllepemeBckoro- | «c4acTanBOMN
o X- TepHepa KYKJIbD)
XpOMOCOME

2.00111€ee 4uciio XpOMOCOM 47 48 45 nunm 46 46
3.Hucno ayrocom 45 44 44 44
4.Yuco moJIoBbIX XpOMOCOM 2 4 1 v 2 2
5.JIlutHMEe XpOMOCOMBI (CKOJIBKO) 1 2 - -
6.Henocraromue XPOMOCOMBI - - 1 v - -
(CKOJIBKO)
7.BHYTpUXpOMOCOMHBIE - - - W B X- B 15-1
MEPECTPONKHU (B KaKou XpOMOCOME XpoOMOCOMEe
XPOMOCOME)
8.(DEHOTUNTNYECKUH 10T MYXK., KEH. YKEH. YKEH. MYX., KEH.
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KPUTEPUU OLIEHKU 3HAHUHW, YMEHUHN CTYJEHTOB

NoNo zagannii Onenka | Onenka Onenka Onenka
JUIST KOHTPOJIA «5» «4» «3» «2»
3(p(EKTUBHOCTH | OTJIMYH | XOPOIIO | yIOBJIETBOPHUTEIHHO | HEY/I0BJIETBOPHUTEIHHO
o0y4eHus 0
Nel 5(+) 3(+) 2(+) 1(+) u nuoxce
Ne2 4 (+) 3 (+) 2 (+) 1 (+) u nuowce
Ne3 28(;)26 25(;)21 20— 16 (+) 15 (+) u nuoice
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3AJIAHUE HA TOM
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- Beryunts maTepuan yueOHuka: Menuuunckas renetuka. [long pea. boukosa
H.IT. — M.: Akagemus, 2003. I'nmaBa 5, ctp. 93 — 94, 109 — 122.

- BBIy‘II/ITI) KOHCIICKT JICKITHH.

- CocTaBuTbh KpOCCBOP/ 10 U3y4eHHOU Teme u3 10 ciioB, UCnoib3ysi MaTepual
JICKIIUU U y4eOHHUKa.

- IloaroroBuTh cOOOIIEHHUS O TEHHBIX HACJIEICTBEHHBIX 3a00JEBaHUAX:
«l"amakTo3emusi», «Heipodpubpomaro3 (60se3HB Pexnunrxaysena)» 1o
CJIeIyIOUIEMY IaHYy:

1) onucanue 3a001eBaHus (KOT1a U KEM),
2) yacToTa BCTPEYAEMOCTH,

3) aTHoiorus,

4) KIIMHUKA,

5) nedeHwue,

6) MPOTHO3.

)

)
Vv
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