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CnoBapb

 XpoMOCOMHBIE 00JI€3HM — Hac/e/CTBEHHbIE 3a00/IeBaHMs, 00YCIOBIEHHBIE
W3MEHECHHUEM YHUCJIa WK CTPYKTYPBI XpoMocoM. YacTtora XpoMOCOMHBIX O0JI€3HEN cpeaun
HOBOPOXKJIEHHBIX JIeTei OKOJIO 1%. MHOrue n3MeHeHus: XpOMOCOM HECOBMECTHUMBI C )KU3HBIO
U SIBJISIIOTCS] YaCTOM MPUYMHOM CIIOHTaHHBIX a0OPTOB U MepTBOpOkAeHUN. [Ipr CIOHTaHHBIX
abopTax 0OHapykeHO 0K0JI0 20% 5MOPHOHOB C aHOMAJIbLHBIMU KapUOTUIIAMU
(xpomocoMmHBIME HaOOpamu). Mi3MeHeHne 9rcia XpoMOCOM MPOUCXONUT B Pe3yiIbTare
HEPACXOXKICHUS UX B MEMO3€ WJIU NP JICTICHUU KJICTOK Ha paHHEW CTaJuu Pa3BUTHUS
OILUIOJIOTBOPEHHOIO siulia. HepacxoxaeHro XpoMOCOM MPU NIEPBBIX ICICHUIX
OIIOJOTBOPEHHOTO SiiI[a CIIOCOOCTBYET, HAPUMED, BEICOKHI BO3pACT MaTEPU. XPOMOCOMHBIE
abeppaiiiu 00yCIOBIMBAIOTCS (PHU3MUECCKUMH (MOHU3UPYIOIIEe U3TyYCHUE) U XUMUYCCKUMHU
(HampuMep, JEKapCTBEHHbIC Mpenaparbl ¢ MyTareHHbIM 3¢ pexkrom) hakTopamu; BUpycamu
(KpacHyXu, BUPYCHOTO Ie€IaTuTa, BETPSIHOM OCIIBI U JIp.), AHTUTEIAMU U Pa3IuYHbIMU
paccTpoicTBaMM MeTab0JIM3Ma. XPOMOCOMHBIE 00JIE3HU MOTYT OBITh CBSI3aHbI C U3JIMIITKOM
TEHETUYECKOro MaTepuasa (IoJIuceMusl - HaJlnure OAHOM MIIU HECKOJIBKUX J0OaBOUYHBIX
XPOMOCOM; TOJIMIUIOUINS; TYTUTUKAIIUS); C YTPATOM 4YaCTH T€HETUYECKOTr0 MaTepuaa
(HyJUTMCOMUSI, MOHOCOMMUSI, JIEJEIHS); C XPOMOCOMHBIMU MIEPECTPOMKaMU (TpaHCIOKAIUs;
pa3IMYHbIC IEPECTAHOBKHU YUYACTKOB XpoMOcoM). PaznuuaroT Takke rpymisl X. 0.,
00YyCJIOBJIEHHBIX N3MEHECHHSIMH TTOJIOBBIX M HEMOJIOBBIX XPOMOCOM.

* Tpucomus (or rpeu. tri-, B CJIOKHBIX CJIOBaX - TPH U SOMa - TEJI0) — HAJMYHUE B
XPOMOCOMHOM Ha0Op€ AUIIOUJIHOTO OpraHu3Ma OJHON MJIM HECKOJIBKUX JIMIITHUX XPOMOCOM,
HE TOMOJIOTHYHBIX ApyT Apyry. Opranu3msel (WK KJIETKH), Y KOTOPBIX OHA, IBE WK OOJIbIICe
YUCIIO XPOMOCOM IPEICTABICHBI TPEMSI TOMOJIOTaMH, HA3bIBAKOTCSI TPOCTHIMU, JBOWHBIMU U T.
JI. TPUCOMUKaMU. T. - pe3yabTar HEPACXOKACHUS XPOMOCOM MPU ACICHUMU KIETKH. T. [0
OTJIEJIbHBIM XPOMOCOMaM MPUBOAUT K TSKEJIBIM 3a00JICBAHUSIM.



MOHOCOMMS = OTCYTCTBHE B XPOMOCOMHOM HaOOpe AUIUIONIHOTO OPraHU3Ma OJHONW XPOMOCOMBI.
KneTrky ninu oprannsM, y KOTOpPbIX Ta WK WHAs FOMOJIOTMYHAsI XpPOMOCOMA MPEAICTABIICHA B €IUHCTBEHHOM
YuUCJie, Ha3bIBAlOT MOHOCOMUKOM. MOHOCOMUS - PE€3yJIbTAT HAPYLIECHUH ITPU PACXOXKICHUU TOMOJIOTUYHBIX
XpOMOCOM, YTO Yallle MPOUCXOAMUT B MOJIOBBIX KIETKaxX (MpH MeH03€), HO BOBMOKHO U B KJIETKAX TeJa -
coMmatudeckux (mpu mutose). Hampumep, 6oiabHbIe cuaipoMoM [llepenieBckoro-TepHepa - MOHOCOMUKH TIO
MOJIOBOM X-XPOMOCOME.

Jeaeuust (or nar. deletio - yHUYTOKEHNE) — MOTEPS YIaCTKa XPOMOCOMBI. Jleenust MOKET ObITh
CJICJICTBUEM Pa3phbiBa XPOMOCOMBI UJTU PE3YyJIbTaTOM HEPABHOTO KPOCCUHTOBEpa. Jlenernuu noapa3aensroTcs
Ha UHTEPCTUIMANIbHBIE (TIOTEPsl BHYTPEHHETO YYacTKa) U TePMUHATIbHBIC (ITOTEPs KOHIIEBOTO YYacTKa).

HyJsmmcomus (ot aar. nullus - HEKakoii, HECYIIECTBY IO U rped. SOMa - TeJI0) — TUI TEHOMHOM
MyTalllK, 3aKJIFOYAIOIINIICS B OTCYTCTBUH B KJIETKaX OpraHU3Ma Kako-1n0o mapbl XpOMOCOM, B HOpME
MpUCyIIen JaHHOMY Buay. OpraHu3Mbl ¢ HYJUIMCOMUEN HA3bIBAIOTCS HyJUTMCOMUKamu. Hymmcomusi, B
0COOEHHOCTH Yy BBICIITNX JKMUBOTHBIX, 0OBIYHO BEJET K THOCTTN OpraHu3Ma.

TpaHCJOKalMs — B reHETHKE THIT XPOMOCOMHOM MEPECTPOUKH (MyTaIHH), 3aKITFOYAIOIICHCS B 0OMEHE
y9acTKaMy XpOMOCOM; YaCTO TIPUBOIUT K CHUYKCHUIO TJIOJOBUTOCTH KUBOTHBIX U PACTEHUH.

Hoaunaonausi - HacaeICTBEHHOE M3MEHEHHE, CBA3aHHOE C KPaTHBIM yBEINYEHHEM OCHOBHOIO YHCIa
XpPOMOCOM B KJIeTKax opranusma. [lonumionus mupoko pacnpoctpaHeHa y pacteHuil. OObIYHO y
MOJIMTIJIONTHBIX PACTEHUH O0JIee KPYITHbBIE pa3MEphl, TOBBIIIEHHOE COAEPKaHUE Psiia BEIIECTB, JIyUIlast
YCTOWYUBOCTh K HEOIArONMpUATHBIM yCIIOBUSM BHEIIHEH cpeibl U T.I. PaznuyaroT Ba THIA MOJUILIONIOB:
ayTOMOJUILIONIbI U AJITIOTIOIUTLIOUIBI.

JyniamKanms - pa3HOBHIHOCT XPOMOCOMHBIX TIEPECTPOCK, PU KOTOPHIX KAaKOH-TH00 yIacTOK
XPOMOCOMBI B raryionIHOM Ha0Ope OKa3bIBAECTCS MPEACTABICHHBIM JBa pa3a. [ eTepo3uroTHbIie Mo
JQYTUTMKALUK 0COOU HECYT JIBE J103bl AYTUIMIIUPOBAHHBIX FT€HOB, TOMO3UIOTHBIC - YeThIpe. Paznuyaior
BHYTPUXPOMOCOMHYIO U MEXXPOMOCOMHYIO AYTUTMKAIIUN



Tunbl HACNEeACTBEHHOCTH

1. AyTOCOMHO-IOMUHAHTHBIN TUIl HACJ/ICIOBAHMS:
— a. IIpu gocraTouHOM YKCIiIe MOTOMKOB MPU3HAK 00OHAPYKUBAETCS B KaXKIOM MTOKOJICHUU
— 0. Peaxuii mpu3Hak HacAeAyeTCs NPUMEPHO MOJIOBUHOM JEeTei
—  B. [IoTOMKH MY>KCKOTO M EHCKOTO I10JIa HaCJAEAYIOT 3TOT MPU3HAK OJMHAKOBO
— 1. O6a poauTens B paBHON MEpe MEPEaatoT 3TOT MPU3HAK ACTAM
2. AyTOCOMHO-peleCCUBHBIN THII HACJIEIOBAHUS
— a. [Ipu3zHak MOXKET MepeaaBaThCsl Yepe3 MOKOJICHHUE JJaXe MPU JOCTATOYHOM YHCIIE TOTOMKOB
— 0. IIpu3Hak MOXET NPOSBUTECS y JETCii B OTCYTCTBHE €ro y poxutencii. OOHapyxuBaercs Toraa B 25%
CIIy4yaeB y JleTei
—  B. [Ipu3HaK HaclieyeTcsi BCeMU JI€TbMU, €ciii 00a poanuTeis OOJIbHBI
— L. [Ipusnak B 50% pas3BuBaercs y AeTeil, €Clid OJIMH U3 pouTeseil OoneH
— 1. [ToroMKH My>KCKOT'O U 5K€HCKOT'0 T10J1a HaCcJIEAyIOT 3TOT NPU3HAK OJIMHAKOBO

3. HacaenoBanmue, cuenjieHHoe ¢ X XpoOMOCOMOii, eCJIM FeH, KOHTPOJIMPYIOIIUii MPOsiBJIeHUs NPU3HAKA, -
peuecCuBHBIN:

—  a. My>k4mrHBI HACIEaYIOT Yallle, YeM KEHIIUHBI
— 0. Hacienmyrot Takoi mpu3HaK JEBOYKH TOJIBKO OT OTIIA

—  B. B Opakax, rje 06a cyrpyra 310pOBbl, MOTYT POAUTHCS JIETH, UMEIOIIKE €r0, PX 3TOM OH HACJIeyeTCs
50% ceiHoBeit u 100% 310poBBIX J0Uepeit

w . HpOCJ’IC)KI/IBaeTCH 4CpCA0BaHHC OOJNBLHBIX MY’KYHWH B ITOKOJICHHUAX: TAC UX 6OJIBIHC, A€ - MCHBIIIC

4. HacsienoBanmue, cuemnieHHoe ¢ X XpOMOCOMOM, eCJId I'eH, KOHTPOJUPYOUIUii NPOsBJIeHUS NPU3HAKA, -
JAOMUHAHTHBI:

— a. My>XurHBI HACJIEYIOT PEKe, YEM JKEHITUHBI

— 0. Ecnu npu3Hak TOJIBKO y CyIpyTH, TO HACIEAYIOT €TI0 BCE JETH (MaTh FTOMO3UIOTHAsS), WK HIOJOBUHA JETEU
(MaTh reTepo3UroTHas )

— B. Ecii TONBKO y Ccymnpyra, TO HacJIeAYIOT BCE JIMIA dKEHCKOro MoJia
5. HacaienoBanme, cuenjieHHoe ¢ Y XpOMOCOMOI:
— a. Crpajaror TOJbKO CHIHOBBS, B KAKJIOM IMOKOJIEHUHU MPOSBIISETCS, €CIIA OTell O0JIEH.
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Tpucomua — 13 (cuHgpom I'laTay)

-AHOMaNua Gbina onucana K.MNaray 8 .
1960 r.

-Kapuorun 47 (13+)

-Yactota poxgenuns 1:1450
-XapakrepHbie NPU3HaKK:
*Pacwennesne MAarkoro U Teepgoro
HEGa;

*HesapauwleHue ryosol:

*HegopasBuTHe WK OTCYTCTBHE rnas;
*HenpaBUNLHO CCHOPMUPOBAHHDLIE YLLK,
«[lechopmMauma KHCTel | cTon;

*BCTpeyarotes noNuAaKkTUuANa u
CHHAAKTHANR,

*MHOrO4NCNEHHbIE HAPYLWEHUS CO
CTOPOHBI BHYTPEHHNX Oprasos — cepgua,
NOYeK, NUWEBAPHTENBHOH CUCTEMDI;

*[1POAOMKHTENBHOCTb XN3HN MEHbLUE
roga




N3BeCcTHO, YTO MOJI JKEeHIIMHBI 1 MY:KYMHBI ONPeeIAeTCs] HAJTUYHeM JIBYX MOJIOBBIX XPOMOCOM: Yy
sKeHIMUHBI - XX, y My:k4HHBbI - XY xpomocoMm. [To1oBass myxkekasi Y-xpomocoma Haubosiee
YYBCTBUTEIbHA K BJIUSIHUSIM OKPY:KaKoIeil cpeabl, IBJIAACH «IIPOBOIHUKOM IKO0JIOTHYeCKOi
HH(pOpMANUK B reHOM». Bo3ielicTBHE PEHTITeHOBCKHMX M YJbTPAa(H0JIeTOBBIX Jy4el BbI3bIBAIOT
MYTalluM U Aejennu (yaanenus) redos. [1o 1anHbIM psiga ucciiegoBaresieil y COBpeMeHHbIX MYKYNH
Y-xpoMocoMa 3HAYMTEJNbHO MeHbIIe X-XPOMOCOMBI U I0X0Ka HAa MaJIeHbKYI0 OyKBY “v”. Eciu X-
xpoMocoma coaep:kut 0k0J10 3000-4000 renoB, To My:KCKasi 0JI0Basi Y-XPOMOCOMA COCTOMT BCEro u3
26-33 reHoB (M3HA4YAJIBHO OHA coaep:kaja 0osiee 1500 renos). [Ipogoskarouieecss yMeHbleHue Y-
XPOMOCOMBI, 2 3aTeM M ee MOJHOe pa3pylieHHe MOKeT NPUBECTH K CHJIbHOI MOAM(PUKAINH MYKCKOT0
10J12 ¥ MOSIBJICHUIO CHAYaJ1a B 00JILIIOM KOJIHYECTBE FOMOCEKCYAJINCTOB, 0eCIJIOAHBIX MYKYMH U
MYKYMH € 5K€eHCKHM THIIOM NOBeJeHMs, B CBA3H C JOMHUHHPOBAHNEM X-XPOMOCOMBI, a 3aTeM
HeI0PA3BUTHIX KEHOMOA00HbIX CYHIECTB, KOTOPbIE He CIIOCOOHBI K PoaaM, T.e. Joleil ¢ oaHol X-
xpomocomoii (XO). [lerenepanusi Y-XxpoMocoMbl 0bliIa BbIsiBJIeHA Y 5-15% 0ecnIoqHbIX MY:KYHH.
IMo3ToMy Hake MUKPOCTPYKTYPHbIE H3MEHEHHS B MOJOBBIX XPOMOCOMAX MOT'YT IPUBECTH K
oecrioauro. Jiroam ¢ ogHoit X-XxpoMoCOMOH yiKe eCTh: ITO JIIoaM ¢ cuHapomoM IllepieBckoro-
TepHepa, KOTOPBIH BCTpedaeTcsl KAK Y MY»KYMH, TAK M Y JKeHIIMH. Y JII0AeH ¢ 3TUM CHHIAPOMOM
BEPXHSS YaCTh TYJIOBHIIA TAKAS 7Ke, KAK Y MYKYUH, HHZKHSSI — KAK Y )KeHIIMH. B HACTOsI1IIee BpeMs
3TOT cHHAPOM BeTpedaercs y 1 u3 3000 mykuuH. Takike ecTb onaceHust, YTO U3-32 NMOCTENEHHOI0
paspymeHusi Y-XpoMOCOMbI U HAPYLIEHUS CIIEPMATOreHe3a, Pe3K0 CHU3UTCH MPOLEHT POKACHUS
MAJIBYUKOB. A B KOHEYHOM cYeTe MAJIbYMKH U BOBCE MEePECTAHYT POKAATHCS.

N3meHeHMs B OJIOBBIX XPOMOCOMAX Ha0J/I01aeTcs U y sKeHIMH. HebnaronpusiTHbie aHTPONOreHHbIE
(pakTOpBI MOTYT IPUBECTH K OLICTPOMY pa3pylIeHUI0, 4 IOTOM U MCYE3HOBEHHUIO OTHOM U3 X-
XPOMOCOM M K MOSIBJIEHUIO CHA4YaJIa B 00JIbIIIOM KOJUYeCTBE J1eCOMSIHOK, 0eCIVIOAHbIX U
MY:KeNoA00HbIX sKEHIIIMH KAK pPe3yJbTAaT pa3pyllieHNsi TeHOB B X-XPOMOCOME, a 3aTeéM BCe TeX Ke
HEeI0OPAa3BHUTHIX KEHIIUH, T.€. Jroael ¢ ogHou X-xpomocomoii (cunapom llepmeBckoro-Tepuepa: XO).
IIpouecc pa3pylieHusi reHOB B MOJIOBBIX XPOMOCOMAX Yy KEHIUH MIET MelJIeHHee, YeM Y MY KUK H.
KOJINYeCTBO MYTAallMid T€HOB Y sKEHCKHMX 0C00eil KaK 4eJI0BeKa, TAK U ;KMBOTHBIX MPOUCXOAUT B 4-6
pa3 MeHbllIe, YeM Y MY:KCKHUX. O1HA 13 NPUYMH 00Jiee MeIJIeHHOI JereHepanuy, BO3MOKHO, CBSI3aHA ¢
HAJIM4YMeM JABYX X-XPOMOCOM, KOTOpPbIe AYOJUPYIOT APYT APYyra. ¥ My:KUMH J100ble M3MeHeHusI B Y-
XpOMOCOMeE MPOSIBJISIIOTCS B CJIeYI0NeM MOKOJEHUH MAJIbYUKOB.
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Bcerpeuaercss npruMepHO B OHOM ClIydae Ha 25 ThIC. )KUBOPOKACHHBIX JeTel. PUCK
YBEJIIMYHBACTCS MPOMOPIIMOHAILHO BO3pACTy OEpeMEHHOM XeHIIUHBL. B 75%
ciy4aeB cCUHAPOM Ilaray BO3HMKAET, KOTr/Ia 10/ MOJIYy4aeT Tpu 13- XpoMOCOMBI
BMecTO JIByX. Okono 20% ciiydaeB CBA3aHbI C TPAHCIOKAIUEH N30bITOUHOM
XPOMOCOMBI. YHACJIEIOBAHHAS TPAHCIIOKAIUS YBEIMYUBAET BEPOATHOCTD
MOBTOPEHUS CUHJIPOMA B CJIEAYIOIIEM MTOKOJICHUU. XPOMOCOMBI 000UX pOoAUTECH
HEOOXOIMMO UCCIIEI0BATh, YTOOBI YCTAHOBUTD, SIBJIICTCS JIU TPAHCIOKAIUS
YHACJIEJOBAHHOM.

CHUMIITOMBI. Jletu ¢ cunapomom Ilatay uMeroT cxofHbie puzndeckue
OCOOCHHOCTH: MaJICHbKas rojioBa, MOKaThIi Mpo(uib, MaJICHbKHUE IJ1a3a,
MOPAXKEHUS KOYKU WJIH JIBICHHBI HAa TOJIOBE, HEHOPMAJIbHBIE YIIIHU, PACIICILUICHHBIE
BEpXHsIsl Ty0a M HEOO, JTUIITHUE MaJIbIIbl HA pyKaxX WM HOrax (TOJIMAAKTHIINSA).
Mmnorue aetu ¢ cuaapoMom Ilatay UMEIOT BpOKAEHHBIE TOPOKU CEPALIA U
MOYETIOJIOBOW CUCTEMBI.

BOJIBIIMHCTBO IE€TEW YMUPAET B TEUEHUE TIEPBOTO TOJIA )KU3HU, HEKOTOPHIE
JTOKMBAOT J0 ABYX JieT. BEIKUBIIIME OTCTAIOT B YMCTBEHHOM U (PU3UYECKOM
Pa3BUTHUHU U YACTO CTPAJAIOT SMUJICNITUYECKUMU PACCTPOUCTBAMHU.

JIEHEHUE. HcnpaBuTh XpOMOCOMHBIE HAPYILIEHUSI HEBO3MOXHO. KoMmIuiekcHast
paboTa rpynibl pa3IudHbIX CHCHAAIMCTOB 3aKJIFOYAETCS B OCTOSIHHOM KOHTPOJIE
32 COCTOSIHUEM 3JI0POBbsI OOIBHOTO U MOAIEPIKKE CEMBH.
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Cunopom Joeapoca
(cunopom 18-mpucomuu)

Bcerpeuaercst B oqHoM cirydae Ha 6600 :KuBopoRaeHHbIX, T0YTH 80% mopakeHHbIX —
neBOYKH. PUCK ero nosiBjieHusi yBeJN4YNBACTCS MPONOPIHOHATBHO BO3PACTY
OepeMeHHOM xkeHIUHBI. B 95% ciaydyaeB cunapom JaBapaca nosiBjasieTcsi, €CJim BMECTO
AByXx 18-x xpomocom pedGeHKOM yHac/aen0BaHO TPU. B ocTtaabHbIX 5% ciiydyaeB CMHIAPOM
JnABapAca BbI3BAaH TPAHCJIOKAaNUel, B KOTOPOoH n30bITouHas 18-1 xpomocoma
NPUCOCAUHACTCH K APYroi xpomocome. B ciryyae yHac1e10BAHHON TPAHCIOKALMMA PUCK
MOBTOPEHMSI CHHAPOMA JABap/Aca B CJeAYI0IeM MOKOJECHUH J0CTAaTOYHO Beauk. /i
TOT'0 YTOOBI ONPeeJIUTh, SIBJISIETCH JIM TPAHCIOKAIUA YHACIEIOBAHHOM, HEO0X0AMMO
HCCJIEeA0BATH XPOMOCOMbI 000MX POAMTEJICH.

CHUMIITOMBI. letu ¢ cMHAPOMOM JABapACa 00BIYHO POKIAITCH NEPEHOUICHHBIMH,
HO C 3HAYUTEJIbHbIM OTCTABAHMEM B PA3BUTHHM U MAJICHbKMMHU OTHOCHTEJILHO BO3PacTa
mioaa. Pu3nyecKue MPOABJICHUSA CHHAPOMA JABAPACAa BKIKYAKT YIJIUHEHHYIO I'0JI0BY
CO 3HAYMTEJIbHBIM BbINTYMBAHUEM Yepena y OCHOBAHMS, MAJICHbKUE HIUPOKO
paccraBjieHHbIE IJ1a3a, MAJICHbKHE POT U MOAOOPOAOK, HU3KO PACIOJI0KEHHbIE 1
Ae(popMUPOBAHHbIE YU, KOPOTKYIO rpyauny. HanOosiee xapakrepHas yepra — CxKATbIN
KYJIaK € YKA3aTeJbHbIM NMAJbIEM, IEPEKPbIBAIIINM APYrue Najblibl; 00J1bIIOH MaJjel]
YacTo HEAOPA3BUT WM OTCYTCTBYET, HOI'TH HA PYKAaX U HOraxX TaK:Ke ObIBalT
Heaopa3BUuThIMU. IIpu cuHapOMe JaBapaAca HepeaKo BCTPEYAKTCH MOPOKHU Cepaua u
MOYeK, JerKuX U Jua(parvbl, a TAKKe IPhLKU.

OO0bIYHA CHJIBHAS YMCTBEHHAS OTCTAJIOCTh. 3HAYMTEIbHOE YHCJIO0 IeTeH :KUBET He Dosiee
HECKOJIbKHMX MecsleB, a 00JbIIMHCTBO — He 0oJible roga. HemHorue 10:;xuBaror 10
MOAPOCTKOBOI0 BO3pacra.

JIEYEHUE. Cnioco0a ncnpaBuTh XpOMOCOMHBIE HApyHIeHUus HeT. PadoTa rpynnbl
Pa3JIMYHBIX CHIENHAINCTOB HANPABJIEHA HA TO, YTOObI 00€CIIeYUTh MOCTOSIHHBIN
KOHTPOJIb 32 COCTOSIHMEM 3/10POBbs PeOCHKA U MOAAEPKKY CEMbH.



Cunopom Ioeapoca




Cunopom /layna
(cunopom 21-mpucomuu)

Berpeuaercs B oqHOM ciydae Ha 7—10 ThIC. )KUBOPOXKICHHBIX I€T€ 000MX MOJIOB BO BCEM MUDE.
BeposTHOCTB €ro nosiBJI€HUs yBEIMYMBAETCS B 3aBUCUMOCTH OT BO3pacTa OepeMEHHON-KEHIIINHBI, a
uHorna u otia. Cunnapom Jlayna — Haunbolee pacpocTpaHEeHHOE TeHETUYECKOe 3a00IeBaHuE,
BBI3BIBAIOIIEE YMCTBEHHYIO OTCTanOoCTh. IIpu cunapome [layna ruiog Hacnemyer Tpu 21-e XpoOMOCOMBI
BMECTO JIBYX. DTO Ha3bIBaeTcs Tpucomueit-21. 95% Bcex mroneit ¢ cuaapomoM JlayHa umeror
KJIACCUYECKYIO TPUCOMHIO, T. €. KayKJasl KJIETKa Tela COAepKUT Tpu 21-e xpomocomsl. [Tpumepno 4% Beex
Jrofielt ¢ cuHapoMoM JlayHa UMEIOT TpaHCIOKalUK. DTO 03HAYaEeT, YTO U30bITOYHAs 21-s1 XxpoMocoma
IpHUCOEINHEHA K KaKoi-T10o0 apyroit xpomocome. Hexotopsie ronu ¢ cunapomoM JlayHna uMeroT
MO3au4HbII HA00p XPOMOCOM, T. €. YacCTh KJIETOK COIEP>KAaT HOPMAJIbHOE YHCIIO XpOMOCOM — 46, a ipyrue
— 47. Ecnu TpaHCIOIMPOBaHHASI XPOMOCOMA MJIM KOMOWHAIIHSI XpOMOCOM YHACIIE0BaHa OT OJHOTO U3
POIUTEINEH, BEPOSITHOCTh IOBTOPHOI'O MOSBJICHUS TPAHCIOKAIMH B CJIETYIOLIEM TOKOJIEHUH KOJIEOIeTCs OT
3 1o 15%. Jlns onpeneneHus yHacIeOBaHHON TPAHCIOKAIIMHA HEOOXOAMMO UCCIIEI0BATH XPOMOCOMBI
o0oux poauteneil. BeposTHOCTh NOBTOPEHUS KJIACCUYECKON TPUCOMHUH cocTaBisieT 1—2%.

CHUMIITOMBI: IInockoe JIMI0, MOHTOJIOUAHBIN pa3pes3 a3, OTKPBITHIN POT, KOPOTKUI HOC, TIIIOCKAs
NepeHoCHIla, KOCOIa3ue, MUTMEHTHBIE TISITHA TI0 KPalo paly’KKH; YBEJIIMUEHHE MTOTIEPEYHOr0 pa3Mepa
TOJIOBBI TIPY OTHOCUTEJIBHOM YMEHBIIICHUH MPOJIOJIBHOTO pa3Mepa; IIOCKUH 3aThIIOK; 1e(hOpMUPOBAHHBIE
HU3KO TTOCAXEHHBIE YIIIH; apKooOpa3zHoe HeOOo, 3yOHbIe aHOMaTMK, OOPO3MUaThIN A3BIK; KOPOTKAs IIMPOKas
1Iesi, KOKHas CKJIa/IKa Ha 11e€ y HOBOPOXKICHHBIX; KOPOTKHUE KOHEYHOCTH, TMIOBBITIICHHAS TIOJIBUKHOCTh
CYCTaBOB; JiepopMaIus TpyJHON KJIETKHU (KUJIEBUIHAS WIH BOPOHKOOOpa3Hasi; MbIIICYHAs

cJ1a00CTh; BPOXKJIEHHBIE MIOPOKHU CEPJILIA; MONIEpeYHast JaJI0HHas CKIIaJKa; YMCTBEHHAs OTCTAIOCTb.

YMCTBEHHAs! OTCTAIOCTh MOXKET ObITh BBIpA)KE€HA B pa3HOM cTeneHu. [loBeieHrne u NCUXMYeCKoe pa3BUTHE
TaKxe BapbupyloT. Jltoau ¢ cunapoMom JlayHa CKIOHHBI K OOJE€3HSIM OPTaHOB CIyXa U JAbIXaTeIbHBIX MyTeH.
Kpowme toro, y Hux B 20 pa3 yaiie, 4eM 00bIYHO, Pa3BUBAETCS JICHKEMUSL.

JIEYEHHUE. XpomocoMHbIE HapylIEHUS] YCTPAHUTh HEBO3MOKHO. Habironenue rpynnsl CrienuaaucToB,
XUPYPruuecKkoe BMEIIATENbCTBO C LENbI0 HCIIPABUTh BPOXKICHHBIE MOPOKU U AHTUOMOTUKH C IENBIO
JeyeHs] THPEKIIMOHHBIX 3a00JIeBaHUI MOTYT CYLIECTBEHHO MPOMIUTH KU3Hb JIFOIeH ¢ cuHApoMoM [layHa.
PanHee BMemIaTenbCTBO U MOCTOSTHHAS 3200Ta O 3J0POBBE, a TAKXKE CIIEUATLHOE BOCIIUTAHUE OYECHb
BaYKHBI, YTOOBI ITOMOYb OOJHHBIM JIFOISIM HanOoJee TIOJTHO Pa3BUTh CBOM CIIOCOOHOCTH.



Cunopom /layna




HanoporHuB, O0JIS HACJEACTBEHHOCTH B JIHHM ©Oe3 J[IposBJIE€HHA IIPpH3HAKOB O00-

BO3HHMKHOBEHHH KOCOoJI1anocTH odeHb Je3HH. JlHucKopaaHuTHO Me>Knay ce-

HeBeJIHKA. cTpaMH BO3HHUHKJA, B HO, B CBSA3H
TaxuamMm oSpa3oM, INPH3HAKH, OTJIHUA- Cc TeM, "UTO Ha paH e pa3BHTHA

IOIHEeCsS BbICOKHM  YPOBHEM KOHKOPD- HHakKTuBauuss X b1 4 HH X

JAaHTHOCTH, B 3HAYHTEJBHOH HJIH Ope- rnporexKaJsia no-g

o6sianamilueH CcTelneHH MOeTepMHHHDPY- HMcronse3oy DBOIO Me-

IOTCsI TEHEeTHYUECKH MU dhaKTopamMHd U Ma- TOOA YIOAT BBIBOO,
JIO OOOBEepP>KEeHDbI BJHSHHIO YCJOBHHA YTO JIIOO8Qg oro op-
cpenel. [IpuzHaky, XapaKrepHU3yIiollHe- raagus BHA Ie-
Csl BBICOKOH NHCKOPAAHTHOCTLIO, HAIIPO- HOB

THB, B OCHOBHOM OIPDCSJ/CJISAOTCHA BJIHSA-
HHEeM Cpenei.

He caenyer AOymMaThb, HTO MOHO3H-
rOTHbIEC GJIiH3HEeIlb] BCeriga OoOJiI>X HbI OBLIT ar?
abCcoJIIOTHO TIMOXOOHBLI OPYI OAPYTLY Ve BenyTcsi HaAGAIOAE-
KadyeCcTBeHHBIM IIpDH3HAaAKAaM. I—Ipl/lq A3HOAHLUEeBbIMH G/JU3HEe-
OTJIMYUIHH MOTYT OBbITE MyTAallHH|a Ccg HbIMH ME>KAYy cTrpadamMH?
HEeECKHX KJVICTOK ¥ BapHauvH B NMUTEe TPYAHOCTH B IIpHMeHEe-
CHH TIreHoB Haa BCeX 371arnax MeTOo/Aa B reHeTHKE HeJioBekKkar
BKJOYAsI CcamMble paHHHe. y IMIpUMEpPL! IIPH3IHaKOB HJIH
ogpuMepa MOZXKHO rnpuescgd y Ol peAe/lIeHHbIX O/JIH3HEeILOBbIM MEeTO-
MOHO3SHIOTHBIX cCcecTtep
KapHOTHIIOM, OOHAa H
Jga remodusitue, a
3HUTOTHOH HOCHTE]

OripejaeJiiThb

110 TAKOEe KOHKODPJJAAHTHOCTb P Koraoa
HCMNOJIB3YETCs 3TOT rnoKasaTeJib B FreHeTHKE
opexa?

CHME HEeEKOTOPbBIX HAOACJICeNCTBCH HBIX

pakKkre- KOCMEeTHYIECKON [MPOMBIIIIJIEHHOCTH H B
pt Ca Yyesio- APYTrUux obJiacTsaX AdesITeJIbHOCTH JIoneH,
*HHbIX aHO- B HAaAcTOs1Lee Bpemsi orpomHo. Cpenu
- Peayc-drax- DTHX BelleCcCTB €CTkh H TaKHe, KOTOopbIie
b POACTBEHHbLIX BbLISLIBAIOT MYTAaAlLlHH.
I€ETHUYECKOEe KOH- Biaaronoapsx PasBHTHIO Me O HI1LH HbI

HeJIOBEK HAayYYHJICH OCOoOpoThCsI € OUJYEeHb
MHOIruimMHy 3abomeBaHHAMHA. OH yCrieumrHoO
menmMumnHa. MHorepec, 3amMilaeT cebsa O COJVILIIHHCTBA OUEeHbL

npo YHeHBIMH BCEero mHapa OMacHbIX HHMPEKIIHOHHbBIX 3a00JI€eBaHHUH:
K BEeHHOCTH gqeJsioBekKa, He OCNbl, UyMbi, XOJ€phbl, MAJSPHH H OD-

cayy MnocJaenHue HecHSTHJIeTHSI XapaxKTepUucTrHKa MY TANMOHHOIO
Yye/1oBd& TECHO conpuKacaeTcst nponecca y HenoBexKa. "HactTora XpoMOo-
C Yy XKALIMHM [OJISTI HEro XHMHYEeCKHMU COMHBIX MyYyTAaAIHH Yy dY9e/JioBeKa BeJiuKa
BellecrBamMu. *HHucno TrTaxkux BellecTs, H sABJISI€ETCs MIPpHYHHOH HapyILUeHHHE (mo
NIPpHUMEHSAEMbBbIX B OBITY, CEJIBCKOM XO33H- 40924 ) Yy HOBOPOXMXKAEHHbIX. KpomMe YyIIo-
cree, TMNUHUIeBOH, @apMaKOoJOTrHYeCKOH, MHHABIIHXCSH XPOMOCOMHBIX OGOJIE3HEH
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CuHAPOM «KOoLUaYbero Kpuka»

CuHIpoM Kolllaubero Kpuka (5p-) o0yClIOBICH JeIeIMe KOPOTKOTO Iieda S-i
xpoMocoMbl. [TomymsimmonHas yactora cuaapoma -mpumMepHo 1:45 000.

JI1st JTaHHOTO CHHApOMa HanboJIee XapaKTepHbI CEUPUUCCKUM T11ad,
HaIIOMHUHAIOIIUI KOIlIaYbe MSyKaHbe, TyHOOOpa3HOE JIMI0, MBIIIIEYHAS TUIIOTOHMS,
YMCTBEHHOE€ ¥ (DU3UUECKOE HEJIOPA3BUTHE, MUKPOILIE(avsl, HU3KO
pacmojioKeHHbIe, UHOTAA A€(DOPMUPOBAHHBIC YIIIHBIE PAKOBHUHBI, SITMKAHT,
aHTUMOHTOJIOMIHBIN pa3pe3 Ma3HbIX IIeliel, kocornasue. MHorna HaOmogaroTcs
aTpodusi 3pUTEILHOTO HEPBA M OYaru JenurMeHTanuu cerdyarku. Kak npasuiio,
BBISBJISIFOTCS MOPOKH cep/iia. Hanbosee nocTossHHBIN MPU3HAK CUHAPOMA -
"Komaqui Kpuk" - 00yCJIOBJIEH U3BMEHECHUSIMU TOPTAHU: CY>)KEHUEM, MSATKOCTBIO
XPAIIEeH, OTEYHOCTHIO UM HEOOBIYHOM CKJIaI4aTOCThIO CIIM3UCTON 000I0UYKH,
YMEHBIIICHUEM HAATOpTaHHUKA. MI3MEHEeHUs Npyrux OpraHoB U CUCTEM
HecnenU(UYHBI.

Ipoao/KMTEabHOCTD JKU3HU Y 00JbHBIX ¢ 3TUM CHHAPOMOM 3HAYHMTEIbHO
CHHUKEHA, TOJbKO 0K0J10 14% 13 HuX nmepe;kuBaroT Bo3pact 10 Jert.



CuHAPOM «KOoLlaYbero Kpuka»




Cunapom Knalindenprepa BKIHOYAET CIydan MOJIUCOMHU IO MOJIOBBIM XPOMOCOMaM, MpPH
KOTOPBIX UMEETCSI HE MEHEE JIByX X-XpOMOCOM U HE MEHee ogHON Y-xpoMocoMbl. Hanbomee
4acTO BCTPEYAIOUIUNCA U TUIIMYHBIN 110 KIIMHAYECKOU KAPTUHE CUHAPOM — 3TO CUHJIPOM
Kiaitndensrepa ¢ Habopom 47,XXY. ITOT cuHApoM BeTpeudaercs ¢ yactotout 1:500 — 1:750
HOBOPOXKJIEHHBIX MAJIBYMKOB. BapuaHThI onucoMuu ¢ OOJIBIIUM YUCIOM X- U Y-XPOMOCOM
BCTpEUarOTCA peako. KIIMHM4YecKn OHU Takke OTHOCATCS K cuHapoMy KnaltHdensrepa.
[IpucyTcTBre Y-XpOMOCOMBI ONpEaesieT (OpMUPOBAHUE MYKCKOro noja. Jlo nepuonaa
MOJIOBOT'O CO3PEBAHUS MAIIBYMKH. PA3BUBAIOTCS MOYTH HOPMAJIBHO, JIUIIL C HEOOIbIITUM
OTCTaBaHMEM B IICUXMYECKOM Pa3BUTUM | eHeTMYECKUM AucOalaHC B CBA3U C 100aBOYHON X-
XPOMOCOMOM KJIIMHUYECKU MPOSIBIISIETCSA B IIEPUOJ IIOJIOBOTO CO3PEBAHUS B BUAE HEAOPA3ZBUTHUS
AUYEK U BTOPUYHBIX MY>KCKHUX IMOJIOBBIX MPU3HAKOB. CEMEHHBIE KAHAJIBIIBI YACTO
aTpoUPyIOTCs, a CIIEPMAaTO30U bl HE BBIPA0ATHIBAIOTCS, YTO SIBJISETCSA MPUUUHOMN
CTEPWIBHOCTH. Y MY>KYHH C CHHApoMOM KialiHdensrepa perucTpupyeTcs MOBBIIEHHbIN
YPOBEHb XapaKTEPHOTO IS KEHIIUH (OJIITUKYIIOCTUMYIUPYIOIIETO TOPMOHA, KOTOPBIi
BBIJICJISIETCS C MOYOM; MOJIOYHBIE JKeJIe3bl YBEJIMUEHBI, OJJHAKO K JIAKTAIlUX OHU HE CIIOCOOHHBI,
TaK KaK COCTOSIT U3 IJIOTHOM COEAMHUTENIbHON TKaHU. B nponecce Bo3amyxaHus y OOJIbHBIX C
3THUM CHHJIPOMOM CKJIAIBIBACTCS €BHYXOUIHBIN THUI CTPOCHUS TEJIA: Y3KUE TUIEYU U TPYAHAS
KJIETKa, IMUPOKUM Ta3, c1abo pa3BUTHIE MYCKYJaTypa 1 BOJIOCSHOM IMOKPOB Ha JIOOKE,
MOJIMBIIIIKaMH, cJ1ab0e OBOJIOCEHHME Jinia. bojibHbIE 00BIYHO UMEIOT BHICOKHH pocT. JIromau ¢
cunapoMomM KialiHdensrepa 00bIMHO O€3bIHUIIMATUBHBI U PEAKO CIIOCOOHBI K TBOPUYECKOU
neaTenbHOCTA. OHU JIETKO MOANAOTCS BHYIICHUIO U SMOLIMOHAIBHO HEYCTOWYHBHI.
HNHTEIIeKkT HepeIKo IPU 3TOM HE CTPAJAET, XOTSA B HEKOTOPBIX CIIydaesaX OTMEUYAETCs
3aJiepKKa YMCTBEHHOTO Pa3BUTHS, MOPOM MpUBOsIIas K nedunpHoctu. [loutn Bcerma
YMCTBEHHAs OTCTAIOCTh BBISBIISETCS Y OOJBHBIX C XPOMOCOMHBIM HabopoM XXXY win naxe
¢ XXXXY. Buenrne Takux marofeil MOKHO YETKO UICHTU(PUIIUPOBATH KaK MY>KUUH, OJTHAKO
OHH CTEPWJIbHBI U 00J1a7]al0T BHEIITHOCTHIO €BHYXOB. HECKONIBbKO CIIauTh MPOSIBICHUE
cunapomMa KiaitHdensrepa MOXKHO C TOMOIIBI0 HHBEKIIUM aHAJIOTa MY>KCKOTO TTOJIOBOTO
TOPMOHA METUJITECTOCTEPOHA, KOTOPBIE Bpaul PEKOMEHIYIOT HAYMHATH AeNaTh B Bo3pacte 10
— 11 net. [ToaTOMy O4YE€HB Ba)KHO BOBpPEMS UICHTU(PHUIIUPOBATH TAKKX OOJIBHBIX, YTO MOKHO
CHEJIaTh B PE3YIbTATE aHAIN3A UX KIIETOK.



CuHapom KnanHdenbTtepa




CuHppom ayonb-Y

Cungpom XYY xapakrepusyercs kapuoTurnoMm 47, XY'Y. OH BIIepBbIE ONKUCaH B
1960 r. HacToTa cuHapOMa Mo CPEAHECTATUCTUYECKUM JAHHBIM COCTABIISIET CPEAN
HOBOPOXKJIEHHBIX 0KOJI0 1:1000. MHOTIA MTPUBOASATCS 3HAYUTEIHHO 00JI€€ BHICOKUE
madaeie— 1:250.

Haunbosnee 4acThiM IPU3HAKOM SIBISIETCSI BRICOKUM POCT, KOTOPBINA Y B3POCIBIX
OOJIBHBIX COCTABIISIET B cpeHeM 186 cM. OJIHAKO 3TOT MPU3HAK HE SIBIACTCA
a0COJIIOTHBIM, TaK KaK B JIMTEPAType UMEIOTCS ONMUCAHUS MY>KYUH C KAPUOTUIIOM
47, XYY cpennero pocta. Y 4acTH OOJbHBIX OTMEUAOTCS HEPE3KO BhIPAKEHHbIE
€BHYXOUIHBIE YEPThI TEJIOCIOKEHNUS U JUCIUIACTUYECKUE TPU3HAKU: HENIPABUIIBHOE
CTPOEHHE 3y0OB, YBEJIIMUCHUE HIXKHEN YEITFOCTH, AHOMAJIbHBIA NPUKYC, TCBUALIHS
KOJICHHBIX U JIOKTEBBIX CYCTABOB, PAIUOYJIbHAPHBIN CUHOCTO3. Y HEKOTOPBIX
OOJBLHBIX OOHAPYKUBAETCS MOBBIIIICHUE YPOBHS aHAPOTEHOB U
TIOTeUHU3UpYoliero ropmona. Ilonosas ¢hyHkius He HapyieHa. Hanuuue
100aBOYHON Y-XpOMOCOMBI MOKET M HE COITPOBOKIATHCSI KITMHUYECKOM
IIaTOJIOTUEN, HO, HECOMHEHHO, OHO KOPPEIUPYET KAK C UHTEIJICKTYaJIbHbIM
HEJIOPA3BUTUEM, TaK U C IMOLIMOHAIBHO-BOJICBBIMU HAPYIICHUSAMHU.

[Ipr NUTOr€eHETUYECKOM HCCIIEIOBAHUU C TIOMOIIBIO JTFOMUHECIIEHTHON
MHUKPOCKOTIHHU B OyKKaJIbHBIX Ma3kax oOHapykuBaeTcsi Y-xpomaTuH. [Ipu ananuze

KapHuOTHIIAa BBIABIEICTCA JOIIOJIHUTCIIbHAA Y—XpOMOCOMa.



Tpucomusa X

YacrtoTra TpucoMun-X COCTaBIISIET CPEIM HOBOPOXKICHHBIX JEBOUYEK U JKCHILMH
1:1000, cpenu ymcTtBEHHO OTCTaNbIX — 0,59 %. BONBIIMHCTBO AE€BOYEK M KEHIIMH
C TpUCOMHEM-X BBISBIICHBI CPEJIM OOJIbHBIX IICUXHUATPUIECKUX OOJIbHHUII.

Tpucomuro-X MHOTIA HA3bIBAKOT CUHPOMOM TPHUILIO-X, OJHAKO 3TO HE SABJIAECTCS
000CHOBAHHBIM: TPUCOMHUS-X HE 00YCIOBIMBAET YETKOTO MOCTOSHHOTO
CUMIITOMOKOMILJIEKCA.

Knuandeckue mposiBieHUs BeCbMa MOJIUMOP(HBI, a Y YaCTH MAIIUEHTOB C
TpucoMHei-X BoOOIIIe HE 00HAPYKUBAETCS KAKUX-JIMOO OTKJIOHEHUM B
(bU3UYECKOM 1 TICUXUYECKOM Pa3BUTHH. BMecTe ¢ TeM OJJHUM M3 YaCThIX
IPOSIBIICHU TPUCOMUM-X SIBIISETCS HEMTyOOKasi yMCTBEHHAsl OTCTAIOCTh, KOTOpas
orMmedaeTcs y 75 % 0onbHBIX. OC000€ BHUMAHUE MIPUBJICKAECT YaCTOTa 3a00JI€BaHUS
mu3odpeHneii. ¥ MHOruX OOJBHBIX C TpUCOMUEN-X HAOMIOAAIOTCS 3aeprKKa
(bH3UYECKOTO Pa3BUTHSI, HETPYObI€ TUCTUIACTHYCCKUE TTPU3HAKH: ITTUKAHT, BHICOKOE
TBepJI0€ He0O0, KITMHOAAKTUIINS MU3HHIEB. Pexke BcTpedaroTcsi 00JIbHBIE BBICOKOTO
pocTa. Y HEKOTOPHIX MAIMEHTOB OTMEUYaeTcs Oeciionne, 00yCIOBICHHOE
HEe0pa3BUTHEM (DOJIUKYIIOB.

JInarHo3 CTaBsT TOJIBKO MPU UTOTCHETUYECKOM UCCIICIOBAHNUU: BBISBIISIOT 47
XPOMOCOM M JBOWMHOM MOJIOBOM XpOMaTHH. ONMUCAHO TaKXK€ MHOIO CIIy4aeB TaK
HazbpIBaeMoil monucomMun-X: terpacomus (XXXX) u nenracomusi (XXXXX) ¢
COOTBETCTBYIOILIUM YBEIIMYEHUEM KOJIMUYECTBA TEJEL ITOJIOBOI0 XpoMaruHa. B aTtux
CJIy4dasiX CTENEHb MCUXUYECKOT0 HEAOPA3BUTHUSI BEIpAXKEHA Ipydee U KOPPEIUPYET C
KOJIMYECTBOM JIOTIOJTHUTEIBHBIX X-XPOMOCOM.



