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Meronuueckue pa3pabOTKU MpeAHa3HAYEHBbl I CaMOCTOSITENIbHOM pPaboThI
oOyyJaronuxcst Ha MPaKTUYECKUX 3aHATHUAX, a TAKXKE JIJIsl BHEAYAUTOPHOU pabOoThI s
IIOAIOTOBKH K 3aHATHUSAM M DK3aMEHY 110 AucHUIUIMHE «bruonorusy.

MeTonuueckue pa3pabOTKU COCTABIICHBI B COOTBETCTBUE C pabodeil mporpamMmoit
TUCITUIUINHBI, a TaKXe COrIacHo TpeboBaHusaM DenepaibHOTO TOCYJapCTBEHHOTO
00pa3oBaTeIbHOTO CTaHAAPTA.



TEMA: B3zaumojelictBue reioB. HesaBucumMmoe M cHenJieHHOE HacJIeJ0BaHHeE.
AHaan3 cuemyieHus reHoB. 'enernka nmoJia. CuenyieHHOe ¢ MOJIOM HacJeI0BaHUe.

AKTYyaJIbHOCTh TeMbl. BakHOe 3HaUYCHHE WMEET TOHUMAHUE MEXaHW3MOB
dbopmupoBanus noja. M3ydeHne MexaHW3MOB ONpPEACICHUs IMoja U HaCIeJOBaHUS
NPU3HAKOB, CIEIICHHBIX C MOJIOBBIMA XPOMOCOMaMH, TIO3BOJIMT MOHSATH MPUYUHY U
OCYILIECTBJISITh PAHHIO JUAarHOCTUKY IIOJIOBBIX aHOMAaJIMM, HAaCJIeJICTBEHHbBIX
3a00J1€eBaHUH, CIETIJIEHHBIX C MOJIOM, T0100paTh aJeKBaTHbIE TICUXOTEPANEBTUYECKUE
U XUPYPTrUYECKHE MEPhI IIOMOIIH OOJIbHBIM.

Heab 3aHATHA: U3YYUTh OCOOCHHOCTH TMepeJayd MpU3HAKOB, cHopMUpOBaThH
L[EJIOCTHOE MPEICTABICHUE O 3aKOHOMEPHOCTSIX OIpPEAeIICHUs 1OoJIa.

dopmupyemMble KOMNEeTeHUMH. B mporecce u3yudeHUs TeMbl y OOYYArOMIMXCS
bopMUPYIOTCS ~ CIEAYIOIIME  yHUBEpCallbHBIC,  OOIIenpodeCCHOHANIbHBIC |
npodeccruoHambHbIe KOMIIETCHITUH:

- VK-8: CnocobeH co3naBaTh W MNOAJNEPKUBATH B IOBCEJHEBHOM JKU3HU U
npoecCHOHaTBHON NEeITeTbHOCTH O€30TacHbIC YCJIOBHS JKU3HEACSITEIBHOCTH IS
COXpaHEHUSI TPUPOJTHON CPENbl, 00CCTICUCHHs] YCTOMYMBOTO Pa3BUTHsI OOIIECTBA, B
TOM YHCJIC TIPH YIrpo3e M BO3HUKHOBCHUHW YPE3BBIUAWHBIX CHTYallUd W BOCHHBIX
KOH()JIMKTOB

- OIIK-2: CnocoOeH NpOBOAUTH M OCYUIECTBIATH KOHTPOJIb 3(PPEKTUBHOCTU
MEPOIPUATUN TI0 TPOPHIIAKTHKE HHPEKITMOHHBIX U HEMH(PEKITMOHHBIX 3200JI€BaHUN Y
HacesleHus (nerei), (OPMHUPOBAHUIO 3I0POBOrO 0O0pa3a >KU3HU U CaHUTAPHO-
TUTHEHUYECKOMY MPOCBEIICHUIO HACEIICHUS

- OIIK-2: CrocobeH BbISIBISATH MW OlLGHMBaTh  MOP(PodyHKIIMOHAIBHBIE,
(bU3HOTOTUYECKUE COCTOSTHUSI U TATOJIOTMYECKUE TIPOIIECCHl B OpraHu3Me YellOBeKa,
MOJIETUPOBATh IMATOJOTHYECKHE COCTOSHHUS 1N VIVO M in Vitro IpH MPOBEACHUH
OMOMETUITMHCKUX UCCIIETOBAHMIM

- OIIK-4: CnocobGeH TpOBOAUTH M OCYIIECTBIATh KOHTPOJIb A(HPEKTUBHOCTH
MEpOIPUATUNA 110 TpOodWIAKTHKE, (DOPMHUPOBAHHMIO 3A0POBOTO 00pa3a KWU3HU U
CAaHUTAPHO-TUTMEHUYECKOMY MPOCBEIICHUIO HACEICHUS

- OIIK-5: Cnocoben orenuBaTh MOp(odyHKIIMOHAIBHBIE, (U3UOJIOTHICCKUE
COCTOSIHUSI M TIATOJOTMYECKHUE IMPOIIECChl B OpraHM3ME 4YeJOBEKa JJis PEeIICHUS
npodeccuoHalbHbIX 3a7a4

- OIIK-8: CriocobeH ucronb30BaTh OCHOBHBIE (PU3UKO-XUMUYECKHE, MATEMATUYECKUE
U €CTECTBEHHO-HAay4YHbIE TTOHSTHS U METO/IbI PU PEIIEHUHU NpodhecCuOHATBHBIX 3a/1a4
- TIK-13: CrnocobeH TpOBOAUT, M OCYIIECTBIISTH KOHTPOJb 3(P(HEKTUBHOCTH
MEPOIPUATUN MO NPOUIAKTUKE UHPEKIIUOHHBIX U HEMH(DEKITMOHHBIX 3a00JI€BaHUN Y
HaceneHus (neTeil), (OpMHpPOBAHUIO 3J0pPOBOro o0Opaza KU3HU M CaHUTAPHO-
TUTMEHUYECKOMY MPOCBEILICHUIO HACEJICHHS

- TIK-19: Omnenka wmophodyHKIIMOHATBHBIX, (U3NOJIOTHYECKUX COCTOSHUIA,
(Gu3HUeCKNX, MATOJOTHYECKUX IMPOIIECCOB U TEHETHUECKNX (DAaKTOPOB B OpraHU3ME
YeJIOBEKA, YIPABJICHUE YKUBBIM OPTaHU3MOM KaK CIIO)KHOW CHUCTEMOW JISI PEIICHUS
npohecCHOHATBHBIX 3a7a4

- TIK-20: CnocobGeH TpPOBOJAWTH M OCYHIECTBISATH KOHTPOJIHh 3(PHEKTUBHOCTH



MEPOTIPUATHN TT0 MPOPUITAKTUKE UH(DEKITMOHHBIX U HEMH(PEKIIMOHHBIX 3a00JICBaHUA
y HaceyieHusi (nereit), GOpMUPOBAHHUIO 3JA0POBOro obOpasza KW3HU M CAHUTAPHO-
TUTUEHUYECKOMY TIPOCBEILICHUIO HACEIICHUS

CTyeHT JOJDKEH 3HATh:

- MEXaHU3M (OPMUPOBAHUS MTOJIOBBIX MPU3HAKOB B AMOPHOTEHE3E

- CTaHOBJICHUE Ae(PUHUTUBHOTO (DEHOTHUIIA B TOCTHATAIIBHOM OHTOTE€HE3€E

- TI0JIOBbIE€ TEHETHUECKUE aHOMAJIUU

- METOJIbl JUATHOCTUKH I0J1a

CTyIeHT JOJKEH YMeTh:

- paboTaTh CO CHEIHAIBHON JTUTEPATYPON MO OMOJIOTHUN

- pemaTh 3a7a4u 1o OMOJOTUU

- MOJIEIMPOBATh TEHETUYECKUE CXEMbI HACIEAOBAHUS PU3HAKOB

CTyaeHT H0MKEH BJAANETh:

- HaBBIKAMH HAYYHO-HUCCIIE0BATEIbCKON paOOThI

- BJQACTh TEXHUKOW W3TOTOBJICHMS CIAWJIOB MO KOHIIENTYaJbHBIM BOMpPOCAM
MOJICKYJISIPHOU T€HETUKHU U SMOPHOJIOTUN

- HaBBIKAMHU COCTABJICHUSI TEHETUUECKUX CXEM

WH®OPMAIIMOHHBIN BJIOK

Mo — cOBOKYITHOCTh MOP(}OJIOTHYECKUX M (PU3HOTIOTHIECKUX OCOOCHHOCTEMH
opranusma, 00ecrne4ynBaroIuX MOJI0BOE Pa3MHOKEHHUE, CYIIIHOCTh KOTOPOTO CBOAUTCS
K OIUIOJOTBOPEHUIO, TO €CTh CIUSHHUIO MY’KCKUX U KEHCKHX IOJIOBBIX KJIETOK (IramerT)
B 3UI'OTY, U3 KOTOPOM pa3BUBAETCS HOBBIM OopraHu3M. BriepBble moJIpoOHO I'€HETUKY
nona w3yumsn T. Mopran B ombiTax ¢ npo3oduioit. EMy yaanocs ycTaHOBUTH, YTO
caMIlbl MU CaMKH MYXHU JAp030QHiIbl OTIWYAIOTCS IO XPOMOCOMHOMY Habopy. Y
YeNoBeKa, TaK K€ KaK y Jpo30(HiIbl, KJIETKU KEHCKHX 0c00ei comepkar mo ase X-
XPOMOCOMBI, & MYKCKHUX - OJHY X- U 0HY Y-XpoMocoMy. XX U XY - COOTHOLIEHUS
MOJIOBBIX XPOMOCOM MPUBOAAT K 00pa30BaHUIO HOPMAJIbHBIX KEHCKOW U MY>KCKOU
oco0ell, COOTBETCTBEHHO.

®opMHUpOBaHUE 110J1a B XOJI€ OHTOT€HE3A MPOUCXOIUT B HECKOJIBKO 3TAIOB:

- 1 atam — xpomocomHusIil. [losn MimageHna 3aBUCUT OT TOTrO, KaKOM CIIEPMATO30M]
OIUIOJJOTBOPUT SIMIEKIIETKY. BHOJIOrn4eckoli OCHOBOMl T€HETHYECKOTO MEXaHU3Ma
onpejeNieHUs]  Moja  ABJAETCS  OMCEKCyaJbHOCTh  AMOPHOHAJIBHBIX  TOHAJ
MJIEKOIUTAKOMMX. B Takux nporoHazgax OAHOBPEMEHHO IPUCYTCTBYIOT MIOJLIEPOBBI
1 Bonb(oBbI IPOTOKK — 3a4aTKU MOJIOBBIX IyTEH COOTBETCTBEHHO CAMOK M CaMILIOB.

- 2 3Tan — roHajaHbId. [lepBuyHas neTepMUHALMS MO0JIA HAYUHAETCS C MOSIBIICHUS B
POTOHAAAX CIECHUAIU3UPOBAHHBIX KJIETOYHBIX JUHUM — Kietok Cepromu. B
NOCJIEAHUX CHUHTe3upyercs npenackasaHHbiii A. JKocrom MIS, oTBeTCTBEHHBIN 3a
OpsIMOE€ WJIM ONOCPEIOBAHHOE WHTHMOMpOBaHUE pa3BUTHs MiojuiepoBa MpOTOKa —
3auatka Oyaymux QamnonueBbix TpyO M maTku Mcnonb3yss XUMEpHbIE KIETOYHBIE
JMHUH MBIIIEH, Y1aJ10Ch TOKA3aTh, YTO JIJIs1 HOPMAJIBHOTO ()yHKIIMOHUPOBAHUS KIIETOK
Cepronu HeoOxonuMm XY-KapuOTUI. YCTAaHOBJIEHO TakKe, YTO HUMEHHO B JTHUX
KJIETKaX Y-XpoOMOCOMa JI€KOHJIEHCUpPOBaHa M, MOXET ObITb, TPAHCKPUIIIMOHHO
AKTHBHA. VYxe B Havase oOpa3oBaHUsS TOHAJ Yy CAMIIOB MJIEKOMUTAIOIIUX



HEoOXOJMMa  aKTUBHOCTh  Y-XpPOMOCOMBI, TOYHEE CLEIUIEHHOIO ¢  HeW
TecTucomnpeenstonero dpakropa (testis-determining factor - TDF). B 1990 roxy 65110
yCTaHOBJIEHO, 4yTo Yy uenoBeka (akrtop TDF 310 He uro uHoe, kak reH SRY
(Sexdetermining Region Y gene), KOTOpbIii pacmojiaraeTcsi B KOPOTKOM Tuiede Y-
XpoMocoMbl Bo (parmerTe mnuHo# 35 T.m.H. ['en SRY comepxut KoHCEpBaTHBHBIH
nomeH (HMG-60xkc), kogupyromnuii ¢pparmMeHT OEJIKOBOM MOJIeKYJbl pazMepom 80
AMUHOKHUCJIOTHBIX OCTaTKOB. benkoBblii komiuiekc, koaupyembli HMG-60kcowm,
cnenupuuecku cpsaszbiBaercs ¢ JHK, npuBons k usrubanuio e€ mosekynbl. Takas
nedopmanus crpykrypsl JJHK, ungynupyemas SRY -6enkom win poiCTBEHHBIMU EMY
mouiekysiamu (u3BecTHo Oosiee 100 6enkoB ¢ HMG-ngomeHOM), MOKET MEXaHUYECKU
nepenaBaThbCsi Ha JOCTaTOYHO OOJBIIOE PACCTOSHUE M HUIpaTh BaXXHYIO pPOJb B
pPEeryJsiiuy  TPAHCKPUIIMK, perumMkanuu U pexkoMOuHanuu. Torasko HMG-60kc
SABJISIETCA ~ KOHCepBaTMBHOW 4yacThio reHa SRY. 3a npemenamu  3Toi
IIOCJIEI0BATENBHOCTH OOHapy>KEHbI CYyLIECTBEHHBIE pasnuuus MEXIY
TOMOJIOTUYHBIMHA T€HAMH JaKe Y OJMM3KuX BUI0B. Hampumep, y uenoBeka 3TOT T€H
UMeeT HeOOJIBIION pa3Mep, HE COAEPKUT HUTPOHOB M KOAMPYET OEJIOK pa3MepoM B
204 amunokucinoTHbIX ocTaTka. Kpome rena SRY Y-xpomocoma coaep:KUT HECKOJIBKO
I€HOB, HEOOXOJUMBIX JUIsl CLIEPMATOI€HE3A.

HenaBuo Obw1 uzonupoBan reH DAXI, nokanu3zoBaHHbIM Ha ywacTke Xp2l,
KOJAUPYIOIIMU SIACPHBIM PELENTOP — MOJIEKYJISPHBIM KOMIUIEKC Ha IOBEPXHOCTH
KJIETKH, CIIOCOOHBIM pacrmo3HaBaTh XMMHUYECKUE TPYIIHUPOBKU W MOJEKYJbl. [Ipu
OYTUIMKALMK OH, BO3MOKHO, BBI3BIBAET 3aBHUCHUMYIO OT JI03bl PEBEPCHI0 MYKCKOTO
noyia K keHckomy (DSS-myrtamus). [Ipenmonaraercs, uro DAX1 uyBcTBUTENEH K
rOpPMOHAaM M B yBEJIMYEHHOW J03€ CrocoOeH mpeononerh curHan SRY u ciBurathb
pa3BUTHE TOHAJ B HAIPABJICHHUM SIMYHUKA. DTOT I€H PACCMATPUBAECTCS KAK PEJIMKT
0osee MPUMUTHUBHON XXPOMOCOMHOM CHCTEMBbI JieTepMuHaluu noja. Komupyembiii
UM pelenTop poJCTBEH crepousoreHHomy ¢akropy SF1, skcmpeccus KOTOpPOro
oTMeueHa B HenudpepeHrpoBaHHON TporoHane y meimeid. Myramun nmo SF1-reny
MOTYT NHPHUBOJUTh K OTCYTCTBHIO T'OHaJ y oOoux mnoisioB. IIpenmonaraerca u ero
y4acTHe B KOHTPOJIE aKTUBHOCTU I'€HAa aHTUMIOJIEpOBCKOro ropmoHa (MIS) B kieTkax
Cepronu.

VY denoBeka B Y-XpOMOCOME COZAEpPKATCsA, IO KpallHeW Mepe, TpU I'eHa, OMH U3
KOTOPBIX HE0OXoauM sl nuddepeHranuy CeMEeHHUKOB, BTOPON Tpedyercs s
IIPOSIBJIEHNS aHTUTE€HA THCTOCOBMECTUMOCTH, a TPETUN OKA3bIBAET BIIMSIHUE HA Pa3MeED
3y00B. Y-XpomMocoMa, Kak MpaBujio, HeBeslHuka — 2—3% rariouiHoro reHoma. Tem He
MeHee komupyroriei cnocoonoctu ee JIHK y Homo sapiens mocrarodHo mo kpaiHei
Mepe I HECKOJIbKUX Thicad reHoB. OJHAKo y 3TOro oObeKTa B Y-XpOMOCOME
BbIsiBIIsieTCs Bcero okoyio 40 o6oramennsix ['I{-mapamu Tak HazbiBaembix Llpl'-
OCTPOBKOB, OOBIYHO (hJIAHKUPYIOMIMX OOJBITMHCTBO T€HOB. PeallbHBIN K€ CIUCOK
TeHETHYEeCKUX (YHKIHM, CBA3aHHBIX C OTOM XPOMOCOMOW, BJBOE MEHBIIIE.
DEHOTUNINYECKOE BIMSHUE ITOM XPOMOCOMBI Y MBIIIEW OTPAHUYEHO BECOM TECTUCOB,
YPOBHEM TECTOCTEpPOHA, cepoJiorndeckoro H — Y-aHTureHa, 4yBCTBUTEIBbHOCTHIO
OpraHoOB K aHAPOreHaM M CEKCyallbHbIM noBeAeHrueM. OOpaniaeT Ha ce0s BHUMAaHUE U
TOT (paKkT, 4yTOo OOJNBIIAS YAaCTh T'€HOB 3TOM XPOMOCOMBI HUMEET X-XPOMOCOMHBIE



aHaJoru. JTO KacaeTcsl U TeHOB, HEMOCPEICTBEHHO BOBJIEKAEMBIX B ONPE/IEIICHHE
nona: ZFX / ZFY, SOX3 /SRY, UBE1X /UBE1Y, SMCX/SMCY.

- 3 osran — ropmoHalbHbIA. Kierku Jlenaura, Haxoasdmuecss BO BHOBb
chopMHUpOBaBIIEMCsI STMYKE, HAYMHAIOT MPOAYIIUPOBATH TECTOCTEPOH, a KIICTKH-
MIPEAMIECTBEHHNKHN KIeTOK CepToiau — MIoJIepoB uHruoupytonmit gpaxkrop (MUD),
KOTOPBI€ BBI3BIBAIOT paccachblBAaHWE MIOJUIEpOBA MPOTOKAa U (popMHUpOBaHUE
BHYTPEHHUX M BHELIHUX IOJIOBBIX OPraHoB IO MYy>XCKOMYy Tumy. COBCeM HEIaBHO
OBLIO YCTAHOBJICHO, YTO MAT€PUHCKUU OpPraHu3M IO-pasHOMY pearupyeT Ha IUIof
B 3aBUCMMOCTH OT MOJla MOCJeAHero. Tak, YydeHble OOHApyXWIM HECKOJIbKO
OMOMapKepOB, YPOBEHb KOTOPHIX B KPOBU MaTepH BBIIIE, €CIU ILJI0/1 )KEHCKOTO IOoJa.
Otumu 6uomapkepamu okazanuchk 6enku PLGF, s-Fltl u PAI-2, urpatoniyue BaxxHyo
pOJIb B pa3BUTHHM U (PYHKIIMOHUPOBAHUU TUIALICHTHI U, CIEJOBATENIbHO, B aJalTalllu
KpOBOOOpaIeHust )KEHCKOTO opranu3Ma k 6epeMeHHocTu. bosee Toro, ecin ypoBeHb
TUX OMOMAapKepOB B cllydae OEPEMEHHOCTH MaTbYMKOM OKa3bIBACTCS TAKHM K€, KaK
y IEBOYEK, TO BEJIIMK PHUCK PA3JTUYHBIX OCIONKHEHUN OEPEMEHHOCTH, TaKHX KakK
MPEIKIIAMIICUS, TPEXKACBPEMEHHBIE POJbl U POXKJCHHE IUIOJA C HEAOCTATOUYHOMU
Maccoi Tena. Ha aTane craHOBIEHUS MMOJIOBBIX OPTAHOB MpoIiecc GopMUpoBaHUs moaa
BO BHYTPEYTPOOHOM Pa3BUTUHU 3aKaHIMBACTCSI.

- 4 sTan —myOepTaTHBIN ropMOoHaNIbHBIN. [107 KOHTpOJIEM runoragamyca u runodusa
rOHaAbl TMOJPOCTKA HAYMHAIOT BbIpa0aThIBaTh OOJBIIOE KOJIUYECTBO IMOJIOBBIX
TOPMOHOB, KaK MY>KCKUX (QHIPOTE€HOB), TaK M KEHCKUX (3CTPOTr€HOB), U UMEHHO
oT 0ajaHca WX CUTHAJIOB 3aBUCUT (OPMHPOBAHHE BTOPUYHBIX IMOJOBBIX MPU3HAKOB
MOJIOZOTO Y€JI0BEKa, a BO MHOTOM M €r0 CaMOUJICHTU (UK.

- 5 oTam — conajabHbIN.

[Ipu3Haku, MO KOTOPBIM pa3MYalOTCd OCOOM pa3HBIX IOJIOB, MOAPA3JEISIOT
HA IEPBUYHBIC Y BTOPUYHBIE TIOJIOBbIE TMPU3HAKH, a TaKXe COMaTUYECKHUE.
K mepBuuHbBIM OTHOCAT T€ MoOpQosorrnueckrue U (U3HOIOTUYECKUE OCOOEHHOCTH
OpraHm3Ma, KOTOpbIe O0OeCIeYnBarOT 0Opa3oBaHWEe TaMeT W OOBEIWHCHHE WX B
nporecce omioaoTBopeHus. K yuciay ux OTHOCSATCS, HampUMEpP, TOHAIbI, MOJOBLIE
MyTH W HapyXHble TeHUTanuu. llepBUuHbIE TOJIOBBIE MpU3HAKU (HOPMUPYIOTCS B
nepuoj sMOpuorere3a. K BTOpUYHBIM MOJOBBIM MPU3HAKAM OTHOCST MPU3HAKU U
CBOMCTBAa OpraHM3Ma, HEMOCPEACTBEHHO HE O00EeCHeuMBaIOlUMe  IMPOIECCHI
raMeToreHesa, CrnapuBaHUsi M OIUIOJIOTBOPEHHUS, HO HWIPAIOIIUE BCIIOMOTATEIIbHYIO
pOJIb B MOJIOBOM Pa3MHOKEHHUH (OTIO3HAHKME U MIPUBJICUEHUE TapTHepa u Ap.). K HuMm
OTHOCATCSA TEMOP roJioca, CTENEeHb Pa3BUTHsI BOJOCSHOTO MOKPOBA y YEJIOBEKa U JIp.
ComaTtuyeckue Mpu3HaKu, 00yCIOBICHHBIC MTOJIOM, MOAPA3AEISAIOT Ha 3 KaTEropuu:

1) orpaHUYEHHBIE MTOJIOM,

2) KOHTPOJIUPYEMbIE MTOJIOM, UM 3aBUCUMBbIE OT I10J1a,

3) clLieTIEHHBIE C MOJIOM (C MOJIOBBIMH XPOMOCOMAaMHu ).

['eHpl MpU3HAKOB, OTPAHUYECHHBIX TOJIOM, HAXOJSATCSA B ayTOCOMax 000X IOJIOB,
HO MPOSIBIISIIOTCS OHU TOJIBKO Y OJIHOTO Toia. PazBuTue npru3HakoB, KOHTPOJIUPYEMbBIX
MOJIOM, TaKXe JIETEPMUHUPYETCS T€HaMHU, PACHOJIOKEHHBIMH B ayTOCOMax OOOUX
MI0JIOB, HO CTENEHb U YaCTOTA UX MPOSIBICHUS (IKCIPECCUBHOCTh U MEHETPAHTHOCTH)
pasHas 'y ocobOeil pazHoro moja. XapakTep JOMUHUPOBAHMS TaKUX T'€HOB B
reTepo3uroTe 3aBUCUT OT mojia ocobu. Tak Haciemyercs paHHee OOJBICEHHUE Y


https://ru.wikipedia.org/wiki/%D0%A2%D0%B5%D1%81%D1%82%D0%BE%D1%81%D1%82%D0%B5%D1%80%D0%BE%D0%BD
https://en.wikipedia.org/wiki/M%C3%BCllerian-inhibiting_hormone

yesnoBeka. [JoMUHUPOBAaHKE B TAKUX CIIy4asX ONPENeIeTCs] KOIUYECTBOM MYKCKHUX U
weHckux. [IpusHaku, pa3BUTHE KOTOPBIX 00YCIOBIEHO I'€HAMU, PACIIOI0KEHHBIMU B
OJHOM W3 TMOJIOBBIX XPOMOCOM, HA3bIBAKOTCS CHEIUIEHHBIMU C  MOJIOBBIMU
XpoMocoMaMu (TOHOCOMHOE HacjeoBaHue). [ eHbl, paclonoKeHHbIE B Y -XpOMOCOME,
MEPEIAIOTCS TOJIBKO IO MYXCKOM JIMHHH, OT OTLA K ChIHY, HO3TOMY HPHU3HAKH, 32
KOTOpBIE OHU OTBEYAIOT, y JKCHIIMH OTCYTCTBYIOT. Kpome yke BBIIIECYNOMSHYTOTO
reHa, oOTBevaromero 3a Ju(@EepeHIMPOBKY TOJIOBBIX XKejle3, B Y-XpOMOCOME
HaxXOJSITCS TE€HBbI, KOTOpPbIE KOHTPOJUPYIOT paHHee OOJIbICEHHE, TMOBBIIIEHHYIO
BOJIOCATOCTh YIIEW, Pa3BUTHUE IEPENOHOK MEXAY Naiblamu Hor. B X-xpomocome
HaXOJIUTCS T€H, ONPENEIAIONIMNA CBEPTHIBAEMOCTh KPOBHU. ETo pereccuBHbIN ajuieib
BBI3BIBAET TsKENOE 3a00JIeBaHUE — TeMO(DUIIHIO.

[TaTonoruu MoOJIOBBIX XPOMOCOM CBSI3aHbI C HAapYyIIEHHEM HMX KojmdecTBa (T. €.
AHEYIUIOWINM, HANpPUMEpP, MOHOCOMHUSA X-XPOMOCOMbBI) WJIH CO CTPYKTYpPHBIMU
nedexkramu (HarpuMep, TaKUue TEHOMHbBIE TEPECTPONKHU, KaK CHHIPOM AYTLTUKAINH
rena MECP2). Yactora BpPOXKIEHHBIX XPOMOCOMHBIX MYTAallMil COCTAaBIAET Kak
mMuHuMyM 1:400. TlaTomoruu TOJIOBBIX XPOMOCOM MOTYT OBITh OOYCIIOBICHBI
HApYIICHUEM WX KOJIMYECTBA (AHSYTUIOUINSIMU) WIIH K€ CTPYKTYPHBIMH JIe(peKTaMHu.
HaunGonee pacnpocTpaHeHHBIC aHEYTUIOUINHN MOJOBBIX XpomocoM: 45, X (Cunmpom
Tépnepa); 47,XXY (Cunapom Knaiitndensrepa); 47,XYY; u 47,XXX. Mo3auuusm mno
MOJOBBIM XPOMOCOMaM C NPUCYTCTBUEM B OPraHU3ME KIJIETOK C HOPMaJbHBIM
TEHOTHUIIOM Hepenok. JIBa HamboJiee pacCIpOCTPAHEHHBIX BUJIa MO3aUIIM3Ma TTOJIOBBIX
xpomocoM — 45,X/46,XX u 45,X/46,XY. TsxecTs GEHOTUNTHMUESCKUX MPOSBICHUHN Y
NALKUEHTOB C MO3aULIM3MOM COOTBETCTBYET J10JI€ AaHOMAJIbHBIX KJIETOK.

CrpykrypHble matoinorun X- M Y-XpOMOCOM TMPEKJE BCEro BKIIOYAKOT
U30XPOMOCOMBI, JENEUUHU, JYTUIMKALNH, KOJIBIEBBIE XPOMOCOMBI M TPAHCIOKALIUH.

OnHuM U3 OpUMEPOB TEHOMHOIO PACCTPOMCTBA  SABJISIETCA — AYIUIMKALUs
reHa MECP2y MyXX4YMH, BBIPOKAIOUIASACS B HAJIWYUU MBIIIEYHONH TUIIOTOHUH,
TSKEJIOM YMCTBEHHOM OTCTAJIOCTH, 3aJEP>KKH PEUYEBOr0 Pa3BUTHS, HAPYIICHUS
TJIOTAHUS, YaCTBIX PECHUPATOPHBIX WH(OEKIUH, a TaKKe CYIAOPOKHBIX TMPHUCTYTIOB
(TOHMKO-KJIOHUYECKHE CYJIOPOTH, HE MOAAAIOIINUXCS JICYEHUIO).

Hanbosiee yacThiMu aHEyIUIOWIUSMU MOJOBBIX XpPOMOCOM sBIsIOTCS 45,X
(Cunnpom llepemesckoro-Tepuepa); 47,XXY (Cunnpom Knaitndenstepa); 47, XYY
u 47,XXX ¢ 4acToTOM BO3HUKHOBEHUS npuoau3uTearao 1/2500, ot 1/500 mo 1/1000,
ot 1/900 o 1500 u 1/1000 cooTBeTCTBEHHO. MO3auIIM3M MO MOJIOBBIM XPOMOCOMAM C
IPUCYTCTBUEM B OpPraHU3ME€ KJIETOK C HOpPMajbHBIM TE€HOTHIIOM Hepelnok. J[Ba
HauOoJIee pacpOCTPAHEHHBIX BUAa MO3aUIIM3Ma MOJIOBBIX XpoMocoM — 45,X/46,XX
u 45,X/46,XY. TsoxecTh (EHOTUTTUUECKUX MPOSBICHUHN Y MAIIUEHTOB ¢ MO3aUIIU3MOM
COOTBETCTBYET MPOLEHTY aHOMAJIbHBIX KJIETOK.

Monocomus no X-xpomocome (45,X, nian Cunapom Ilepemesckoro-Tépuepa)

bonpmmmHcTBO manueHTtoB ¢ cuHapomoM  lllepemeBckoro-TépHepa HUMEIOT
MOHOCOMHUIO 10 X-xpoMocome, kapuoTtun 45,X. Jlpyrue Gopmbl CHHAPOMA BKITIOUYAIOT
MO3aMITU3M 110 XpoMocome X, Hanpumep, 45,X/46,XX wmm 45,X/46,XY ¢ 4aCTUIHOM
nenenren Y-XpoMOCOMBL. Y HEKOTOPBIX MAIMEHTOB UMEETCSI CTPYKTYPHAsT aHOMAaIUs
BTOpPOH X-XpOMOCOMBI (HampuMep, M30XPOMOCOMHUS JUTMHHOTO Mieda X-XpOMOCOMBI
WM JIeJIelnsl KOPOTKOro mieya). Jlemennn, BKIOYAOIIME B Ce0sl TUCTAIBHYIO YacTh




KOPOTKOTO TuIeYa Y-XpOMOCOMBI, TaK)K€ aCCOIMUPOBAHBI ¢ (PEHOTUIIOM CHHIPOMA
TépHepa, MOCKOIBKY B JAHHOM CJIy4ae y MalMEeHTOB OTCYTCTBYIOT TAK HA3bIBAEMBIC
antu-TépHepoBckue reubl (SHOX, RPSY4 u ZFY). Jleneunn KopoTkoro rieya X-
XPOMOCOMBI TaKXe CBS3BIBAIOT ¢ (eHOTHNOM cuHapoMa TEpuepa. B OompmmHCTBE
MIPEJICTABIISIOT COOOM €TMHUYHBIC CITyYaHu.

Cungpom IllepemeBckoro-TépHepa XxapakTepu3yeTCs  HU3KOPOCIOCTBIO U
HEKOTOPBIMHU U3 CIEAYIOIIUX MPOSIBICHUM: AucMopdus Ui, BKIHOYAIONAs HU3KO
MOCaXEHHbIE VI, KOXXHbIE CKJIAIKM Ha IIee, HMTooOpa3Has TpyJHas KIeTka
(mmpokasi, ¢ OOJBIIMM PACCTOSHUEM MEXIYy COCKaMH), JuMdenema, BaibrycHas
nedopmaliis JJOKTEBOrO CycTaBa, KOPOTKas YeTBEpTasl MIACTHAs KOCTb, TMIOILIA3HS
HOTTEBBIX IUIACTUH, MUTMEHTHBIE IISITHA W BPOXKAEHHBbIE MOpoKH cepaua. Cpenu
MOPOKOB CEP/Illa TUITMYHBIMU U HanboJiee YacTO BCTPEHAIOIIMMCS SBISIOTCS e(DEKThI
COCYZIOB M KOAapKTalus aopThl. BI0OABOK y MalMeHTOB, CTPAAAIONIUX CHHIPOMOM
TEpuepa, pa3zBUBaOTCS MOJIOCKOBUIHBIE TOHA B, HAOI01a€TCA HAPYIICHUE OBYJISAIINH
U 3aJiepKKa TIOJIOBOTO pPa3BUTHA. Takke BCTpedaroTcs JehEeKThl Pa3BUTHUS TOYEK
(moxkoBooOpasHas moyka). JlmmdeaemMa HIKHAX OTACIOB KOHCUHOCTCH MOXKET OBITh
€AMHCTBEHHBIM KIIMHHYECKUM MPU3HAKOM, HAOII0JaEMbIM Y HOBOPOKIEHHBIX. JIniia
¢ cunapomoM TEpHepa, HECyIIHE T€HETUYECKUH MaTepuail Y -XpOMOCOMBI, UMEIOT
MOBBIIIIEHHBIN PUCK PA3BUTHUS TOHAI00JIACTOMBI.

47, XXY Cunapom Kuaiindeabtepa

Cunapom KnaitHdenbrepa sBisieTcs cCaMOi pacCpoCTPpaHEHHOM MaTOJIOTUel yucia
MOJIOBBIX XPOMOCOM, BBI3bIBAIOIICH MepBUUHBbINA runoronaan3Mm. Kapuorun 47, XXY
SBIIICTCS PE3YJbTaTOM HEPACXOXKJACHHS TOJIOBBIX XPOMOCOM M MOXET OBITh Kak
MAaT€pUHCKUM, TaK M OTLOBCKMM IO TMPOUCXOXKICHUIO. BOJIBIIMHCTBO Cly4yaes
00Je3HN OOHApPYKMBAETCS TMOCTHATAIIBHO W JMATHOCTUPYETCS TPHU OIpeAesieHuu
npuduH  Oeciuionusi, BBISBICHUUM THHEKOMACTHUH, KPHUNOTOPXH3Ma WU  JKE
HEBPOJIOTMYECKUX HAPYLICHUM.

HoBopoxaenubie Manbuuku ¢ KapuoTunom 47,XXY GeHOTUMNYECKH HOPMaJIbHBI,
¢ (pu3moIOrNYecKn HOPMAIBHBIMUA MY>KCKUMH Hapy>KHBIMU TOJIOBBIMH OpTraHAMU H
0e3 kako-mubo BuamMoON gucMopuu. OCHOBHBIC KIMHHYECKHE TIPOSBICHUS
cungpoma Knalindenbrepa, BKIIOYAIONIME BBICOKMN POCT, MaJCHbKUE SHUYKUA U
Oecruioue (a300CrepMusi), CTAHOBSITCSL BBIPQXKEHHBIMU B TIOCTIYOEpTaTHOM MEPUO/IE.
Y namwentoB ¢ cu"apomoM KnaliHdenbTepa MOBBIINIEH PHUCK TMCUXHUYECKUX
paccTpoOICTB, PACCTPOUCTB ayTHUCTUYECKOIO0 XapaKTepa U COLMAIbHBIX MpodiieM. Y
NAIMEHTOB C JUArHOCTUPOBAaHHBIM cuHJpoMoM KialiHdenbrepa cienyer olieHuBaTh
HEBPOJIOTUYECKUI CTAaTyC U HAIIPABIATH K SHAOKPHUHOJIOTY.
47.XYY

JIuua ¢ kapuotunoM 47,XYY HMEIOT BBICOKMH POCT, Y HUX MOXKET OTMEYaThCs
yMEpeHHasl 3aJepKKa B JBUTATEIbHOM W PEYEBOM pa3BUTUU. [[1s MHOTMX M3 HHUX
TpeOyeTcs MOBHIIIICHHOE BHUMaHKE K 00y4YeHHI0, HO, KaK MPaBUJIO, BCE OHHM Y4YaTCs B
OCHOBHBIX 00111€00pa30BaTeNbHbBIX ITKOIaX. [[0J0BOE pa3BUTHE MPOXOIUT HOPMATHHO
U OOJIBIIMHCTBO MaNbuUKOB (epTunbHbl. M3-3a HEBBIpaXEHHOCTH (EHOTUTIA H
OTCYTCTBHUS CBSI3aHHBIX C ATHM MPOOIIEM CO 370pPOBHEM, MHOTHE JIUIA C KAPUOTUIIOM
47,XYY Ha NpOTSKEHUH BCEU UX )KU3HU OCTAKOTCA HEIUATHOCTUPOBAHHBIMM.




Panee coobmanoch, uro y wmyxuumH ¢ 47,XYY TMOBBIIIEHA arpeccusi, 4To
BBIpaXaeTcsi B  UX  arpeccMBHoM  mnoBeaeHuU. OAHAKO  MOCIEIYIOIIHE
KPYITHOMACIITA0HBIE COBMECTHBIC HCCJICIOBAHHS EBPONEHCKUX W aMEPUKAHCKUX
T€HETUKOB IOKAa3aJIi, YTO CTATUCTHKA MOBBIIIEHHOW KPUMHWHAJIBHON JEATEIBbHOCTH
MyX)4uH ¢ XYY KOppeaupoBajia C UX HU3KUM COLUAIbHO-IKOHOMUYECKUM CTAaTyCOM
no mnpuunHe HU3Koro 3HadueHuss [Q (oxonmo 10 OamnoB), 4YTO TPUBOIUIO K
ONPENECICHHBIM  TPYIHOCTSIM C  3aKOHOM M, 4Yalle, HE3HAYUTEIbHBIM
npaBoHapyiieHusiM. Y g ¢ 47,XYY oTmeuaroTcsi 0ojiee BBICOKHE IOKa3aTelu
cuHJpoMa JAepUUIUTa BHUMAHHUS M THUIEPAKTUBHOCTH, a TakKXe pPacCTPOMCTB
ayTUCTUYECKOr0 XapakrTepa. TakuM IalnueHTaM PEKOMEHIYETCsl OLEHKAa UX HEPBHO-
IICUXUYECKOTO Pa3BUTHS, YUUTHIBAs IIUPOKYIO PACIPOCTPAHEHHOCTh TPYAHOCTEU B
00Oy4YEeHHUH U NMOBEJIEHYECKUX TTPOOIIEM.

47. XXX

47,XXX (oHa e TpucoMus o X-XpoMOCOME) SIBJIIETCS] CAMOM pacpOCTPaHEHHOM
IIaTOJIOTUEN IIOJIOBBIX XPOMOCOM Yy JKEHIIMH. Tpucomus 1o X-XpomMOCOoMe
TUATHOCTUPYETCS] BHYTPHYTPOOHO B XOJ€ TEHETHUECKOTO0 CKPUHUHTA. Y KCHIIHUH C
kapuoTuroM 47,XXX HET MOBBILICHHOTO PUCKA PAa3BUTHUS IIOAA C XPOMOCOMHBIMHU
AHOMAJIUSIMH.

Jnsa OompmHCTBA JuIl ¢ KapuotunoMmM 47,XXX nauar{Ho3 HHKOrJga He
ycTaHaBJIMBaeTcs. Y keHIUH ¢ 47, XXX oTMedaeTcs BBICOKUN POCT; (CpeaHsis JyinHa
OKPYKHOCTH TOJIOBBI BapbUpyeT B mOpeaenax 25 - 35 OpoueHTWIb, OJHAKO K
MOJIPOCTKOBOMY BO3pacTy JUisi MHOTHUX MOXKeT JocTturarb 80 MpOLEHTUIIb).
[TonoBo3penocth M (EepTUIBHOCTh Yalle BCEr0O B HOPME, HO MOXET OTMEYaThCs
IPEXIEBPEMEHHOE yracanue QyHKIUU SIMYHUKOB.
49.XXXXY XapaKkTepHbIMHU KIMHAUYECKUMU uepTamu kapruotuna X XXXY sBIsOTCS
3amaBiias MEPEHOCULIA C IIMPOKUM WM MPUMOJHATHIM KOHYMKOM HOCA, LIUPOKO
PacIoioKeHHBIE TJ1a3a, BEKO-HOCOBBIE CKIIQJIKU, CKEJETHBIE MAaTOJOTUU (OCOOEHHO
JTY4YeIOKTEBOM CHHOCTO3), BPOXKIEHHBIC CepJAeuYHble 3a00JeBaHUsA, JHIOKPUHHBIC
pacCcTpOCTBA M BBICOKAS CTENEHb T'MIIONOHAJW3Ma M THUIIOTCHUTANU3Ma. Takxke
OOBIYHBIM  SIBJIIIOTCS ~ BBIP@KEHHAs YMCTBEHHasi OTCTaJIOCTb M  yYMEpPEHHas
HUA3KOPOCIOCTh. XOTS JIUI ¢ TAKUM KapUOTHUIIOM YaCTO OTHOCAT K CIy4asiM CUHIApPOMA
Knaitndensrepa, Bce xapakTepHble 4epThl XXX XY T0BOJBHO OTUETIMBO YKa3bIBAIOT
MMEHHO Ha JIaHHBIA (PEHOTHII.

49. XXXXX V sxeHuH ¢ kapruotunoM 49, XXXXX (meHrtacomusi 1o X-XpoOMOCOME)
BCETIa NPUCYTCTBYET YMCTBEHHAs OTCTAJIOCTb. JIpyrue mposiBiIeHUs, Takue Kak
YEPIICHO-JIULIEBbIC, CEPAECYHO-COCYAUCThIE U CKEJIETHBIE IIaTOJIOTMU JIOBOJIBHO
HEIIOCTOSIHHBL. Y IAlIMEHTOB, CTPAJAOLIUX IEHTACOMHUEN MO0 X-XpOMOCOME, MOTYT
NPOSBIIATHCS CXOXKHE 4YEpPThl C TEMHU, YTO HaOmogaroTcs npu cuHapome [layna.
JIyuenoKkTeBOil CHHOCTO3 TaKKe YacTO BBIPAXKEH y MAIUEHTOB C OOJIBIINM YUCIOM X-
xpomocoM. HekoTopreie nanueHThl UMeoT Mo3auin3M 48, X XXX n 49, XXX XX.
Mo3zauumsm 45.X/46. XX

D10 HamboJjiee pPacHpOCTPAHEHHBIM MO3AaWIIU3M IOJOBBIX XPOMOCOM, KOTOPBIM
JAArHOCTUPYETCS IPU AMHHUOLIEHTE3€ U MPEHATAJIbHOM KapUOTUIIMPOBAHUU. Y JIUIL C
JAHHBIM TUTIOM MO3aWIIN3Ma UMEIOTCS OoJiee JeTKue KIMHNYECKUE YePThl CHHIpOMa




Tépuepa. MHOrMe )XEHIIUHBI IPOLUIX [TOJIOBOE CO3PEBAHUE U CMOIJIM BOCIIPOU3BECTH
IIOTOMCTBO.

Ha cerogusitinuii IeHb OTKPBITO OOJIBIIOE KOJUYECTBO MYyTallUi, MPUBOJSIINX K
HApYIICHUIO PEenpoayKTUBHbIX (pyHkuuii. Hanbonee omnwucanwsl ['eHHble MyTaiuwy,
HapyLIAolUe CIIEpMaTOreHe3, 3aTparuBaroT MPEUMYIIECTBEHHO KOMIUIEKC T'€HOB,
nokyca AZF, pacronoXeHHOro B JUIMHHOM IIJIEYE «MY¥KCKON» Y-XpoMocoMmbl. biok
crepMaToreHe3a U CTEPUJIBHOCTh MOTYT OBITh TakXe CIIEJCTBUEM MyTaluil B T€HE
CFTR (nokyc 7q21.1), mytauuii B reHe nosioBod auddepenunpoBku SRY (Jiokyc
Ypll.1), B rene anaporennoro peuentopa (Xql1-ql12) u apyrux. Hekotopsie u3 yxe
U3BECTHBIX MyTanuil B reHe CFTR npUBOIAT K HEMPOXOJUMOCTH CEMSBBIBOISLINX
IPOTOKOB M COINPOBOXIAIOTCS HAPYLIEHUEM CIEPMATOT€HE3a pPa3HOW CTEIEHU
TsOKECTU. 3HauuTenbHbId Bkian (Oonbmie 40%) B MyKckoe OecIiofue BHOCST
MyTalldd B T'€HE aHJIPOTeHHOro penentopa. Yrto kacaercsa reHa SRY, To OH, Kak
U3BECTHO, SBISETCS TJABHbIM TI'€HOM-PETrYJATOPOM Ppa3BUTHS OpraHu3Ma 1o
MYKCKOMY THUIy. MyTallud B 3TOM T€HE COINPOBOXKIAIOTCS MIMPOKUM JTUANa30HOM
KIIMHUYECKUX W (DEHOTUIMMUYECKHX TMPOSBICHUN — OT TMOJHOW pPEeBEpCHH TOJa 0
HEJO0Pa3BUTHS MYKCKUX FOHA/I.

OnpeneneHue MOJIOBOW MPUHAJIEKHOCTH, a TAKKE CBOEBPEMEHHOE BBISBIICHUE
aHOMaJIMK TIOJIOBOTO Pa3BUTHS, HACIEAOBaHHE OOJIE3HEH, CIEIUIEHHBIX C IMOJIOM,
IIPEICTABJISET OTPOMHBIN HHTEPEC HE TOJIBKO ISl BpAUY€H pa3HbIX CIEUUATBbHOCTEN, HO
BOCTpeOOBaHO U B criopTe, cyAeOHol Menuunae. OTKpbITHE IIIBI0OK FreTepOXpOMaTHHA
B HMHTepda3HbIX Sapax COMATHYECKUX KJieTok (Tenern, bappa) mo3Boiuino B
JNAJIbHEWILEM  HCIIOJb30BaTh  IMOJIOBOM  XPOMATHH Il  PELICHHS  MHOTHX
JUArHOCTUYECKUX  BOMNPOCOB  MEIMIIMHCKOW  reHeTwku. [lepBoHavanmpHO — 11st
OTNpeJeIeHUs] MOJOBOr0 XpOMAaTHHA NMPUMEHSIIA OHOICHIO KOXKHM, HO BCKOpE ObLI
OMKCaH METOJI UCCIIEIOBAHUS Ma3Ka CIM3UCTON 00OJIOUYKH POTOBOM MOJOCTU. Tak, y
KEHIUH-CIIOPTCMEHOK ITPOBOJST MOJIOBOM KOHTPOJIb MEPE OJTUMIMICKUMU UTPaAMHU.
CriopTcMeHKH, 4yell TeHeTHMYeCKHUH 10 HEe COOTBETCTBYET TaOUTyCy, HMEIOIIHe
Mop(hoIornYecKrne MpU3HAKU MYKCKOTO COMATOTHIA, UMEIOT MPEUMYIIECTBO MEpes
KEHIIMHAMU-CIIOPTCMEHKAMH C KEHCKUM KapHOTUIIOM. be3ycioBHO, JaHHBIM METOA
HAaIeJl MPUMEHEeHHE U B MeaunrHe. CKpUHUHTOBBIN TECT, HE TPEOYIOMIHIA TTI00aTbHBIX
MaTepHUaJIbHBIX 3aTpaT, MPUMEHSAETCA JUIsl ObICTPOM JUArHOCTUKHU KOJMYECTBEHHBIX
HapyLIEHUH B MOJIOBBIX XpOMOCOMaX, Takux kak cuaapom Illepemesckoro — Tepuepa,
Knaitngensrepa, momucomuu X. arepuan cockoOa, MOIYUYEHHBIM C MOMOIIbIO
mmnaTens, IEPEHOCUTCS Ha IPEAMETHOE CTEKIIO U OKpamuBaercs 1% -HbIM pacTBOpOM
aleTOapCErHa, HAKPBIBAECTCA TOKPOBHBIM CTEKJIOM M H3Yy4aeTcsi C IOMOUIBIO
CBETOBOT0 MUKpOCKoIa. B kierkax mysxuuH (kapuotun 46, XY) X-xpomocoMma Bceria
BBITIOJIHAET aK-TUBHYI0 PYHKIHUIO, a Y skeHIuH (46, XX) ogna X-xpoMocoma sIBIIsIeTCA
aKTUBHOM, a Apyras X-XpoMOocOoMa HaxOJHMTCS B HEAKTUBHOM, CHUPAIU30BAHHOM
cocrosiuud. OHa BBISBIAETCS B BUJEC KOMIIAKTHOW TEMHOW TJILIOKK B MHTEP(ha3HOM
S/Ipe COMAaTUYECKUX KIJIETOK HOPMaJIbHBIX JKEHIIMH U Ha3bIBaeTCs TenbleM bappa niu
MOJOBBIM X-XpOMaTUHOM. HaKTUBAIMs OHON U3 IBYX X-XPOMOCOM MPOUCXOJIUT B
sMOpuoreHese, NpPUYEM 3aKOHOMEPHOCTH B HWHAKTUBALIMKA OTIIOBCKOM WU
MaTEPUHCKON XpoMocoMbl HeT (runotesa Jlaiton). [Ipu mob6om unciie X-xpomMocom B



AKTUBHOM COCTOsSHHNHN 6yneT TOJIBKO OJHa, CJICA0BATCIbHO, MOJIOBOM X-XpOMaTI/IH B
HOPMC BBIABJIAACTCA TOJIBKO Y JKCHINMH U OTCYTCTBYCT Y MYK4YHH.

3AJAHUSA JJIS ITPOBEPKH

1. Beibepute npaBuiibHbIE BAPUAHTHI

1.1. CuenyieHHBIMH C TIOJIOM SIBJISIFOTCS IIPU3HAKU, KOTOPBIE:

A) IpOSBIIIOTCS TOJBKO Y OJJTHOTO 10J1a;

B) mposBIIsSITOTCS B pa3HOM CTENEHU Y Pa3HbBIX MOJIOB;

B) onpenensitorcst reHaMu, JTOKaIM30BaHHBIMU B TIOJIOBBIX XPOMOCOMAX;

I') nepBUYHBIE MTOJOBBIEC TPUZHAKH

1.2. HopmanbsHOE pa3BUTHE 0J1a 3aBUCHT:

A) TOJIBKO OT YHCJIa MOJOBBIX XPOMOCOM;

b) Tonapko oT konuyecTBa X-XpoMOCOM;

B) oT konmuecTBa ayTocoM;

I') oT cooTHOIIEHNS MTOTOBBIX XPOMOCOM U ayTOCOM

1.3. Jlms X-CHEIUICHHOTO JOMHHAHTHOTO THIIA HACJCIOBaHMSA 3a00JICBaHMS
XapaKTEePHbI CIEYIOUE OCOOEHHOCTH:

A) 3a0oiieBaHME BCTpEUaETCA Yalle y Majlb4lKOB

b) y 6onbpHOrO 0TI 10Yb OOJIbHA

B) y 3m0poBbIX poautesneit MOryT ObITh OOJBLHBIMU I€TU

I') GonbHOI oTel] 00s13aTeNbHO TIepeacT 3a00JIeBaHUE ChIHY

1.4. Ins X-CIEIUIEHHOrO0 PEUECCHBHOIO HACJEJAOBAaHMS 3a00JIEBaHUS XapaKTEpPHbI
CJIeIyIoIe OCOOEHHOCTH:

A) 3a0o0JieBaHE BCTPEUACTCA Yallle Y MaJIbYHKOB

b) poguTenu momKHBI OBITH OOIBHBIMU

B) GonbHOI oTel 00s13aTenbHO MepeacT 3a00JIeBaHUE ChIHY

I') ecniu oquH U3 poguteneit 6oJieH, TO peOCHOK Takxke 00JIeH

1.5. B reHeT4eCcKON JETEPMUHALIMM 110JIa Y YEJIIOBEKA OCHOBHAS POJIb IPUHAJICKUT:
A) ayTocomam

b) X-xpomocome

B) Y-xpomocome

I') monoBbIM XpoMOcOMaM.

1.6. Ilon, umeronuii ABE OJJMHAKOBBIE MTOJIOBBIE XPOMOCOMBI, HA3bIBAETCS

A) rereporaMeTHbIM

b) romorameTHbIM

B) ronanapuueckum

I') ;xenckum

1.7. st 6ombHbIX ¢ cuaapoMoM KisitHdenbrepa MOXKET ObITh XapaKTepeH TeHOTHIL:
A) 46 XY

b) 45 XO,

B) 47 XXV,

I') 48 XXVV.



1.8. HacnenoBanue npu3HAKOB, T€HbI KOTOPBIX HAaXOJATCS TOJBKO B Y- XpOMOCOME,
Ha3bIBAIOT:

A) HEMOJHOE CIEIJICHUE C MOJIOM,

b) ronmangpuueckoe Hacaea0BaHUE,

B) nonHoe cuerieHue ¢ nosom,

I') ayrocomHoe HacieqoBaHue

1.9. My»xckol 1o y 4yenoBeka:

A) roMOraMeTHbIN 1Mo X-XpOMOCOME

b) romorameTHsIit o Y-xpoMmocome

B) rereporameTHblif 110 OJIOBBIM XPOMOCOMaM

I') romoramMeTHBIi 10 MOJIOBBIM XPOMOCOMAaM U MHTEPOTaMETHBIN 110 ayTOCOMaM.
1.10. l'anmoun - TO Opra”Hus3M c:

A) HOpMaJIbHBIM YUCJIOM XpPOMOCOM (2n)

b) onquHapHbIM ynCcIOM XpOMOCOM (n)

B) nuineit xpomocomoit

I') kpaTHBIM yBEIMYEHUEM XPOMOCOM.

2. Pemmure cuTyallMOHHBIE 3a1a49H.

2.1. Y HOpMaJbHOW IIO 3PEHUI0O U CBEPTHIBAEMOCTH KPOBH JKECHIIMHBIPOIUIOCH &
CBIHOBEH: 4YeThIpe AAJIbTOHHKA, JABAa TeMO(PUINKA, OJAWUH HOPMAJbHBIA MO 0O0OUM
NpU3HaKaM W OJHWH JallbTOHUK, cTpajgammuil remoduianed. Kak 3T0 MOXHO
00bsicHuTh? OnpenenuTe npeanoaaraéMble TeHOTUITbI dKEHIIIUHBI U BCEX €€ CHIHOBEH.
2.2. 'V yenoBeka anupuaus (1 U3 BUIOB CIIENOTHI) 3aBUCUT OT JOMHMHAHTHOIO
ayTOCOMHOTO I'€Ha, JIETAIbHOT'O B TOMO3UTOTHOM COCTOSIHMH, @ ONTHYecKas aTrpodus
(Ipyroil BUA CIENOTbI) — OT PEUECCUBHOIO, CIEIUIEHHOr0 C TIOJIOM T€Ha,
HaxoJsIerocs B X-xpomocome. My)XurHa C ONTHYECKON aTpoduel U aHUpUIUCH
KEHUJICA Ha >KEHUIMHE C aHUPHUAME, TOMO3UTOTHOM MO a0, OTBEYAOUIEMY 32
OTCYTCTBUE omThueckoi atpodun. Onpenenute BO3MOXKHbIE (PEHOTHUIBI M MPOICHT
JIETaIbHBIX T€HOTUIIOB B IOTOMCTBE 3TOM CEMbU

2.3. 'unepTpuxo3 (BbIpacTaHuEe BOJIOC HA Kparo YITHON PaKOBHUHBI) MEpelaeTCs Yepe3
Y — xpoMocomy, a MOMUJAKTIIINS (IIIECTUNATIOCTh) — KaK JIOMUHAHTHBIN ayTOCOMHBIN
reH. B cembe, rae orenl uMen TUNEPTPUXO03, & MaTh — MOJUIAAKTHINIO, POAUIACH
HOpMaJibHasl B OTHOIIEHUM 00OMX MPU3HAKOB J04b. KakoBa BEpPOSITHOCTH TOTO, YTO
CIEaYIONMMI PeOSHOK B ATOM ceMbe OyJIeT TakKe 0e3 00ernx aHOMAaTHii?
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