Cunapom Kanaiingeabrepa

3yeBa Tarbsina MuxaityioBHa,

yUUTENb ONOIOTUI

MBOY «llentp obpazoanust - COLLl Nel2»
Py3aeBCKOro MyHUIIMIIAIIBHOTO palioHa

O01mas xapakTepucTHKA 3124
Ilpeomem: buonorus (reHeTUKA)
Knace: 10
Ilens: 3anada MoCTpoeHa Ha OCHOBE Marepualia, IPEJIOKEHHOrOo TPaJUIMOHHON IpOrpaMMoii
yuammumes 10 knacca, g u3ydeHuss 3a00JIeBaHMM, B OCHOBE KOTOPBIX JIeXKAT HACJIE/ICTBEHHBIE
HapyILEHUs], BBISABICHHS IPUUMHBI BOSHUKHOBEHHSI HACJIECTBEHHBIX 00JIe3HEH
Jeiicmeun yuawjuxcs.

Yuawueca oonscnvl umemsv npeocmaenenue:

- 0 KJIaccu(UKaIMK HACICICTBEHHBIX 3a00JIeBaHUN

- 0 3a00J1€BaHMSIX, O0YCIIOBJIEHHBIX CTPYKTYPHBIMH U KOJIMYECTBEHHBIMH aHOMAIMSIMUA XPOMOCOM

Yuawuecs oonscnor 3nams:

- KJIacCU(UKAIMIO XPOMOCOMHBIX 3a00JIeBaHUH

- IPU3HAKH PA3IMYHBIX XPOMOCOMHBIX 3a00J1€BaHUM

- TEHETUYECKYI0 TEPMUHOJIOTHIO

Yuawueca oonscnvr ymems:

- HCII0JIb30BaTh F€HETUYECKYIO0 TEPMUHOJIOTHIO Ha ypOKax

- paboTaTh C COCTAaBHBIMU TEKCTaMH (COMOCTABIATh, CPABHUBATh, JI€1aTh 3aKIIOUEHUE)

- IPUBJIEKATh JINYHBIN OIIBIT, N3BECTHBIE 3HAHUS JUUIS PELICHUS IOCTABJICHHON 3a/1a4i

Tekcr 3a1a4n
Cunapom Kaaiingeabrepa

Cunnpomom KnaitHdenbrepa Ha3bIBaeTCs FeHETUUECKOE 3a00JIeBaHIe, BbI3bIBAEMOE HAPYILIEHUEM
YKCJIa TIOJIOBBIX XPOMOCOM Y JETEN MY>KCKOTO I10JIa.

Knuanyeckast xkapTuHa cuHApoma omucaHa B 1942 rony B paborax I'appu Kiaitndensrepa u
Oymnepa Onbpaiita. ['eHeTHUeckO OCOOEHHOCTBIO STOTO CHHIpOMA SIBJISETCSl pa3HooOpasue
LUTOTEHETUYECKUX BApHUAHTOB M UX coyeTaHWid. OOHapyXeHO HECKOJIbKO THUIIOB IMOJHMCOMHH IO
xpomocomaM X u Y y jun myxckoro moja: XXY, XYY, XXXY, XYYY, XXYY, XXXXY u
XXXYY. Haubonee pacnpocrtpanén cunapom KnaitHdensrepa ¢ ynBoenneM X-xpomocombl (XXY).
O6mras yactoTa ero kosiebnercs B npeaenax 1 Ha S00—700 HOBOPOKAEHHBIX MATBYHKOB.

Hapyenue urcina XpoMocoM 0OYCIIOBJIEHO UX HEPACXOXAEHUEM JIMOO Ipu AEJIeHUU Meio3a Ha

paHHeﬁ CTauu pPa3sBUTHA 3apOAbIIICBBIX KIICTOK, 100 npu MUTOTHYCCKOM J[JCJICHUH KIICTOK Ha



HayaJbHBIX JTamax pa3BuTHs 3MOpuoHa. IIpeoOmamaer martosorust wmeios3a; B 2/3  ciydaeB
HEPacXOXKJICHHE HMMEEeT MECTO NpU MAaTepPUHCKOM OBOreHe3e M B 1/3 — 1mpH OTHOBCKOM
cnepmaroreHese. DakTOpoM pHCKa BO3HHUKHOBEHHUS cuHApoma KiaiiHenbrepa sBiseTcs, MO-
BUJIUMOMY, BO3pacT MaTepH; CBA3b C BO3PACTOM OTIIA HE YCTAaHOBJIEHA. B OTIMYMe OT MHOTHUX JIPYTrux
a"eyruionuii cunapom KiaifHdenbrepa He aCCOUUMUPOBAH C MOBBIIIEHHBIM PUCKOM BBIKHU/IBIIA U HE
SBIISICTCA JIETAIBHBIM (DAKTOPOM.

Cungapom Kunaitndensrepa 00bIYHO KIMHUYECKU MPOSBISIETCS JIUIIB MOCIE TIOJIOBOTO CO3PEBAHMUS
U TO3TOMY JMarHOCTHPYETCS OTHOCUTEIBHO MO3AHO. /[0 Havajia 1OJIOBOrO pPAa3BUTHUS YAAETCS
OTMETUTH TOJBKO OTJENbHbIE (U3NYECKUE PU3HAKU: HEMPOIMOPLUUOHAIBHO JJIMHHBIC HOTH, BBICOKAs
TaJInsl, BEICOKHUM POCT.

K navany nosioBoro co3peBanus (POPMHUPYIOTCS XapaKTEPHBIE MPOMOPIUH Tela: OOJbHBIE YacTO
OKa3bIBAIOTCS BBILIE CBEPCTHUKOB, HOTH 3aMETHO JJIMHHEE TyJloBUIIA. Kpome Toro, HEKOTOpbIE AETH C
JAaHHBIM CHHJIPOMOM MOTYT HUCHBITHIBATH TPYAHOCTH B yu€0€ W B BBIPAKEHUU CBOUX MbICIEH. Y
MaIyeHToB ¢ cuHapoMoM KnaitHdenbTepa, Kak NpaBWIIO, CHMKEH HHTEIUICKT W TO3HABATEIbHBIC
CIOcOOHOCTH. BONBIIMHCTBOM HCCIIe0BaTeNEH-TICHX0I0rOB MAUeHTHI ¢ cuHApoMoM KimaitHdenbrepa
OIMCHIBAIOTCS KaK CKPOMHBIE, TUXHE, O0Jiee YyBCTBUTENbHbIE 110 CPAaBHEHUIO CO CBEpCTHHUKaMu. Bce
3TH 3((HEeKTHI CBA3aHbI C HEOPA3BUTUEM T'OHAJ] M, TAKUM 00pa30M, CHIDKEHUEM MTPOAYKLIUU MYKCKOT'O
MI0JIOBOTO TOPMOHA TECTOCTEPOHA.

Panee OonbHBble Cc curapomoMm KiaitHdenpTepa cuuTaIUCh OECIIIOMHBIMHU, OJHAKO IIPH
COBPEMEHHOM  YPOBHE  Da3BUTUS  TEXHOJIOTMH  OKCTPAKOPIOPAIBHOIO  OIUIOJOTBOPEHUS
(MCKYCCTBEHHOT'O 3ayaTHsi) TOSBHUJIACh BO3MOXKHOCTb IIOJIydaTh 3J0POBOE IOTOMCTBO OT TaKHUX
00ibHBIX. [[pyrue KIMHUYECKHE MPOSIBICHUSI KYMUPYIOTCA IOCTOSHHOM 3amelnaroniel Tepanuei
npernapaTamMy TeCTOCTEPOHA.

3ananmue 1.

1. Yem Be3bIBaeTcst cuaapom Kiaitadenstepa?

3aganue 2

3anonHuTe rpadsbl TAOIUIBI XPOMOCOMHBIX 3a00JI€BaHU YelloBeKa

HaszBanue cunapoma Cungpom Cungpom Cungpom Cunapom
Hayna DnBapica Knaitugensrepa | «komavbero
KpUKa»
O6m1ee ynciIo XpoOMOCOM 47 47 47 u OoJplIe 46
Yucno ayrocom 45 45 ? 44
Uucio moyioBbIX XpOMOCOM 2 2 3 u GombIie 2
JIuraue XpoMoCoMBI (CKOJIBKO) 1 1 ? -




Henocrarouuii XpoMOCOMBI (CKOJIBKO) - - - -
BHyTpruXpOoMOCOMHBIE TNIEPECTPONKH (B - - - B 5-i1
KaKo# XpoMocoMe)

DeHOTHNMYECKUH TI0JT (MYK, KEH) Myx, xeH | Myx, )KeH ? My, )KeH

3aganue 3

PaCCMOTpI/ITe KapuOTHUII YEJIOBEKA U OTBETHTC Ha BOIIPOCHI
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1. Kakoro nosa 3TOT 4eaoBek?
2. Kakue OTKIIOHEHHSI UMEeT KapHOTHUIl 3TOTO YyeJoBeKa?
3. B pe3ynbrare Kakux COOBITHII MOTYT BO3HUKATh TAKUE OTKJIOHCHHUS?

3aganne Ned

YcranoBute COOTBETCTBHUC, ITOJIB3YACh OIIUCAHUAMU XPOMOCOMHBIX 3a00JIeBaHUI YeI0BEKa.

3aboeBanue

MuyHUMaNTBHBINA JUATHOCTUYECKUN KPUTEPHUIA

1. Cunnpom Jlayna

A. Y3kue u KOPOTKHUC TJIA3HBIC MICIIN, «CTOIIdKadaJika», MaJICHbLKUC
HU3KOPACIIOJIOKCHHBIC YIIHBIC PAaKOBHUHBI, crudaTeabHOe IOJIOKEHHUE

IIajJblEB KUCTU, BI)ICTYHaIOHII/Iﬁ 3aTbIJIOK.

2. Cungpom

«KOIIAaYbCTO KPHUKaA»

b. TonoBa okpyrmoit QopMbl ¢ YIUIOMIEHHBIM 3aTBUIKOM, JI00
CKOUIEHHBII M  y3KHMH, JIMIIO T[JIOCKOE, TUIOUYEH  AIHUKAaHT,
MOHTOJIOUIHBIN pa3pes3 ri1a3, MOCTOSTHHO OTKPBITHINA POT, TOJCTHIE TYOHI,
OONBIIION  CKJIQAuUaThlii  S3BIK, TIONEpPEeYHasl JIaJOHHAs  CKJIAJKa,

IByX(haaaHroBbI MU3HHEL, PE3KO HAPYIIEHO a0CTPAKTHOE MBIIIICHUE.

3. Cunzapom | B. JIynHooOpa3Hoe JHUIIO ¢ IIMPOKO PAaCCTAaBICHHBIMU TIJ1a3aMH, YIIHBIE

Knaitndensrepa

PAaKOBUHBI HHXXC HOPMAJIBHOTO YpPOBHA, IIHUPOKad TMEpCHOCUIIA,
aHTI/IMOHFOJ'IOI/I)IHHﬁ pa3pe3 r1j1a3, TAKEIIasA CTCIICHD YMCTBCHHOﬁ

OTCTaJIOCTH, IlJIa4 pe6eH1<a HAIIOMHHACT KOIIA4Yb€ MAYKAHLEC.

4. Cungpom I OueHp BBICOKMM WJIHM CpeIHUH POCT, TMHEKOMAacCTus,

DnBapjca

CBHYXOUJHOC TCJIOCIOKCHUC, HCAOPA3BUTHC SAWYCK ©W BTOPUYHBIX

MYXKCKHUX IIOJOBBIX IIPHU3HAKOB, OOIBIIMHCTBO 6CCHJ'IOI[HBI, YMCTBCHHAs




orcranocts B 25 — 50% ciyqaes.

JIucr oTBeTOB
3aganue 1

JleaTenbHOCTD: BhIsIBIEHUE HH(OPMAIIMH B TEKCTE

Oteet: Cunapom KiaiinhenbTepa BbI3bIBACTCS HEMPABUIBHBIM KOJUYECTBOM TOJIOBBIX XPOMOCOM

nim
HEpacXOoXJIeHUEM X-XpOMOCOM IpU Meno03e
nim

HEAOCTATOYHBIM YPOBHEM TCCTOCTCPOHA U3-3a HCIIPABUJIBHOT'O KOJIMYECTBA ITOJOBBIX XPOMOCOM.

bamn: 1
3aganue 2
JlesTenbHOCTh: BBICKA3aTh MPEAIOI0KEHNE U 000CHOBATH €0
OTBeT

1. [Ton My CKOH.

2. B kapuotune 1Be X-XpoMOCOMBI (1471, HApYyILLIEHHE B MOJOBBIX XpOMOCOMax: ABe X U eni€ ojHa

Y).

3. Takue OTKJIOHEHUS MOTI'YT BO3HUKATh H3-3a HCPACXOXKIACHHUA XPOMOCOM IIpH IIEPBOM JACICHUHN

Meno3a.
Kpurepuu onienuBanus:

Bepno onpeneneHs! Bce Tpu KpuTepus — 3 O6aia

Bepno onpeneneno nBa kputepus — 2 d6ania

Bepno onpenenen 1 kputepuii — 1 6amn

Kpurtepuu onpenesnensl HeBepHO — 0 6amu1oB
3aganme 3

JleaTenbHOCTD: 3aIOTHEHNE JaHHBIX TAOIHITHI

OtBer
Haszeanue cunapoma Cunapom Cunapom Cunapom Cunapom
Hayna DnBapica Knaitugensrepa | «komavbero
KpHKa»
O6m1ee yncI0 XpOMOCOM 47 47 47 u OoJplIe 46
Uucno ayrocom 45 45 44 44
Uwucio moJIoBBIX XpOMOCOM 2 2 3 u OosbIIIe 2
JlunHre XxpoMocoMbl (CKOJIBKO) 1 1 1 u Gomp1ie -
Henocrarouuii XpoMOCOMBI (CKOJIBKO) - - - -
BryTpuxpoMocomHbie TiepecTpoiiku (B - - - B 5-i
KaKo#i XpoMocoMme)




deHoTUNNYECKUH TOJT (MY, KEH)

Myx, xeH

Myx, xkeH

MYXK

My, )keH

Kputepuu onienuBanus:

BepHo onpenenensl Bce Tpu Kputepus — 2 Oasia

Bepno onpenenen ogun kpurepuii — 1 6amn

Kpurepun onpenenensl HeBepHo — 0 6aioB

3ananue 4.

HeﬂTeJ’IBHOCTbi COIIOCTABJICHUE OIMUCATCIIbHOI'O TEKCTA C IIpUMEpaMu

OmBer: 1-0;2-8;3-1;4—a.

Kpurepuu onienuBanus:

BepHo onpenenensl Bce yeTbipe kputepus — 3 Ganna

Bepno onpeneneno tpu kputepus — 2 6asia

Bepno onpeneneno 2 xputepus — 1 6amn

Kpurepuu onpenenensl HeBepHO — 0 6o




