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Mo3Aumu3m

- 9TO HAJIMYME B TKAHSAX OJHOTO OPraHM3Ma I'eHETHYCCKH
Pa3INYaAOIIUXCS KIIETOK, MIPOUCXOASIINX OT OJHOM 3UTOTHI.
JTO COCTOSHUE, IIPU KOTOPOM YacTh KJIIETOK OpraHu3Ma
COJCPKUT MPaBUILHEINA HA0Op XpoMOCoM (3YILIOUINS), a
YacTh — HEIMPABUILHEIN (aHECYILTIOUIH).

B aape kaxxao# KJIETKH OpraHu3Ma 4enoBeka ecTh 46
XpPOMOCOM, B KOTOPBIX BBIJICIIAIOT JBE IPYHIBL: 22 maphbl
ayTOCOM H I1apy ITOJOBEIX XpPOMOCOM (XX — y sKeHIUH U XY
— y My>K4HH). Ecii B KJIeTKe He XBaTaeT XpOMOCOMEI
(MOHOCOMHMSI) WJIH €CTh JOOABOYHAsI XpOMOCOMa (TPHUCOMHUS),
3TO COCTOSIHUE W HA3BIBAKOT aHEYIUJIOUIUEH.



[IPruriHBI BOSHUKHOBEHN S

MozkeT BO3HUKATh B PE3YJIbTATE:

nepepacipeaeeHust (KpOCCUHIOBED) B COMATHYECKHX
KJICTKAX,

COMATHMYECKUX MYyTalliii B 3UIOTE MM HA paHHUX
CTaIUsX [1POOIEeHNS;

HEIMPaBUIILHOTO PACXOKIEHHS
(cerperamuu) xpoMOCOM MPU ACACHUHU KJIETOYHOIO siapa
(MuTO3€).

I eHorepanuu

(COBOKYITHOCTD [€HHOUHKEHEPHBIX (OMOTEXHOIOrNYECK
MX) U MCJMIIMHCKIX METOAOB, HAIIPaBJICHHBIX Ha
BHECEHHE U3MEHEHUU

B [CHECTUYECKHM ammapar COMAaTHYECKUX

KJIETOK YEJI0BEKA B IEJISIX J€YECHUS 3a00JI€BaHUI)




1 MHOTOKJIETOYHBIN OPraHU3M, B CTPYKTYPE KOTOPOTO
MIPUCYTCTBYIOT TEHETUYECKU PA3HOPOIHBIE NOMYJISALAN KIIETOK,
IPOU3OLIEAIINE U3 OOIIEH 3UTOThI, HA3bIBACTCS MO3aUK.

O MO3aI/II_II/13M MOZKCT CYHICCTBOBATHb KdK B COMATHUYCCKHUX
KIICTKAaX, TdK 1 B KJICTKAX BapOI[BIHIGBOﬁ JIMHNUN




Ilepuoa BO3HUKHOBEHUA MOCT3UTOTHYECKOM MYTALIUN
BJIMSIET HA pacnpeaejeHue MyTAHTHBIX KJIETOK B
opraHmsMe.

A) MyTaiuuy, BO3HHKAIOIIHE BO BpeMs IISPBOTO MHUTO34,
IPUBOAAT K MOPAXKEHUIO IIPUMEPHO IMOJIOBUHBI KJIETOK;
B) Myranuu, Bo3HUKAOIIUE 10 OIPEIeIeHUS JICBO-IIPABO
BUCLICPAIBHONM aCUMMETPUU, MOTYT 3aTparuBarh 00€
CTOPOHBI MHJIUBUAYYMA;

C) MyTtanuuu, BO3HUKAIOIIKE TTocae qudepeHIuannm
IIpaBOM M JIEBOM IOJOBUH OpraHu3Ma, MOTYT OBbITh
OrpaHUYCHbBI TOJILKO OAHOM CTOPOHON MHIWBHUIYYMA;

D) Mytanuu, Bo3HUKaIOIIKE mociie TudQepeHInpOBKH
MIEPBUYHBIX IOJIOBBIX KJIETOK, OyIyT OTCYTCTBOBAaTh B
COMAaTHYECKUX TKAHSIX.
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[locneacrtBusg

C XpOMOCOMHBIM MO3aHIIM3MOM CBSI3aHBI HEKOTOPHIC
XPOMOCOMHBIE 00JIE3HU Y€I0BEKA, OOBIYHO TPHUCOMUM: TaK,
MO3an4yHyr0 (popmMy MoryT umMeTh criypom JlayvHa (OKoIo

2 %), cunnpom Knavndensrepa (Knatindenrepa,
Knsitadensrepa), cunapom [llepeniesckoro — Tépuepa (20-50 %
00IBHBIX), crurpoM Dasapsca (oxomao 10 %), Cunapowm Je Jls
[11aresis; Ipu 3TOM, KaK IIPaBUIIO, YaCTh KJICTOK XapaKTePU3yeTCs
OOBIYHBIM Ha0OPOM XPOMOCOM, a YaCTh KJIETOK — HAIMYUEM
ne(EKTHOM XPOMOCOMBI.

C Mo3an4HbIMU (DOpMaMM T€HHBIX OOJIE3HEUW HE CIEAyeT NMyTaTh
MO3auIM3M [0Ha/ . Mo3aniin3M roHajl SABJISETCS YaCTHBIM CIIy4aeM
OpPTraHHOTO MO3aMIM3Ma, BOZHUKAIOMIETO Ha 00JIee NO3JHUX
CTaIMSAX SMOPHUOHATILHOTO pa3BUTHUS B MPOIECCE OPraHOreHE3a.
Hannyue ero y KIMHAYECKHU 340POBOT0 MHIUBUIA MOXKET
00yCJIOBUTh POXKACHUE JIETEH C MOJHON (POpMOI TOMUHAHTHOM
HaCJICICTBEHHON 00JIe3HU (Harmpumep, remodiin)




Eciu MO3auiy3M BCTPEYAETCA TOJBKO B MOIYJIAILIAN
COMATHUYECKHUX KJIETOK, PEHOTUIMMYECKUU d3(PDEKT OyaeT
3aBHCETH OT pasMepa MOMyJIALUN MO3AUYHBIX KJIETOK U
CPOKOB BO3HUKHOBEHHUS MyTalluK. Takou MPU3HAK HE
OyzeT nepeaaH MOTOMCTBY.



Ecny Mo3aniin3M BCTPEYAETCS TOJIBKO B MOIYJISIIUA
KJICTOK 3apOAbIIICBOM JTUHUN, UHAUBUAYYM HE OyIEeT
UMETh (DEHOTUIIMYECKUX MPOSBICHUN, HO €r0 IIOTOMKH
YHACJIEAYIOT JAHHbBIM NPU3HAK. Takxke BO3MOXKHO, YTO B
CJIly4ae MHAYKIUHA MO3auliM3Ma B PAHHEM OHTOICHE3E
KaK COMaTUYECKHUE, TaK Y KJIETKH 3apOJIbIIIIEBON JUHUA
OylyT MO3auyYHBbI.




Buabl MO3AULIU3ZMA

Mo3aunus3mM BO3HUKAET BCICACTBUE HEPACXOKICHUS UIH yTPaThl
XpPOMOCOM B TaMETOTE€HE3€ WJIM HA PA3HBIX CTAAUAX SMOpPHOTreHE3a.
[Ipu 5TOM TEPMHH «HEPACXOXKJICHUE» OTHOCUTCS K JTIHOOBIM
HapyIICHUAM pa3JelICHUs XPOMaTU/I UM TOMOJOTHYHBIX XPOMOCOM

B MEHO3€ WJIM B MUTO3€, KOTOPBIC IPUBOIAT K YHCICHHBIM aHOMAJIUSIM
kapuotuna. O XpOMOCOMHOM MO3auII3Me TOBOPSAT, Koraa aBa (Wiu
OoJee) KIIoOHA KJIETOK COJIep KaT pa3HOe KOJIUISCTBO XPOMOCOM;

reHHbIM MO3aMI[M3MOM Ha3bIBAIOT HAJUYUC MyTaluu (W
HECKOJIBKHX) B IATOJOIMYECKUX KJIIOHAX KJIETOK. B 3aBHcHMOCTH

OT TOr0, HAa KaKO CTaJuu pa3BUTHUSA dIMOpHOHA 00pa30BaiICs
NaTOJIOTHYSCKHUI KJIOH KJIETOK, COOTHOIIICHHE KICTOK ¢ HOPMaJIbHBIM
1 aHOMAJIbHBIM KapUOTUIIAMH MOKET OTJIMYAThCS B PA3HBIX TKAHSX.

Ecny maronornyeckuil KJIOH NPEACTABICH BO BCEX TKAHSIX OPraHu3Ma,
TOBOPSAT O TaK HAa3bIBAEMOM MCTHHHOM WJIM Te€HEPAJU30BAHHOM
MO3aMIU3Me; €CJIM 3TOT MaTOJIOTMYECKUI KJIOH OTpaHHUYEH

KJIETKAaMU KaKOH-JT100 OTHOM TKaHHU, TOBOPAT 00 OrpaHNYe€HHOM
MO3aMIHU3Me.




MEHIEJEBCKUE BECHOPSAKA U MO3AUKA

MoHoreHHbIe (MJIM MEHIEIHPYIOIIHE — HACACAYEMBIE I10
3akoHaM MeHjeis) 3a001eBaHus 00y CIIOBIICHBI
I€HCTUYCCKUMM HAPYIIEHUSIMH, BRI3BAHHBIMU H3MEHEHUSIMHU
B OqHOM reHe. Ecim uis sKcrpeccuu npu3Haka HeoO0Xoauma
TOJILKO OfHa Komus reHa (1 ajielnb), STOT IPU3HAK SIBISETCS
JOMUHUPYIOLIAM, €CJIH 2 KOIMU T'eHa (2 aiennn) —
peleCCUBHBIM. VICKITIOUEHHEM SBISIOTCS X-CICIIJICHHBIC
3a00s1¢eBanus. [10CKONIBKY Y MY>KYMH OTCYTCTBYIOT IIAPHEIC
aJJIeNIM, CIIOCOOHEIC KOMIICHCHPOBATh BIIMSHUE aJIjIcich Ha
X-XpoMOCOMEe, ajICib €IMHCTBEHHONU X-XPOMOCOMBI
IKCIpeccupyeTcs (posBIIeTCS (PEHOTUITHUESCKH), TaKe CCIIH
IPU3HAK SBJISCTCS PEIECCUBHBIM



Ho=zonormsa

MeTabonmmueckue
HapyweHus

MMmmMmyHHas ammcdhyHKLLMA

Hapywiernmsn

cBepTbiBaeMoCcCTM KpoeEMm

AdAumcnnnacrmueckKkue
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CrHaopom bnyma
AHemMma ADaHKOHM

HenpodmbpomarTos tuna |
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TyBepo3HbI CKNepos3

bynnezHasa dopmMma Bpo>xXAaeHHOM
MXTHMO3IMMPOPMHOM puUTpoaepMmMU
bpoka

CurvHaopom bnoxa — Cynbubeprepa,



XPOMOCOMHBIN MO3AULIU3M

XPOMOCOMHBIA MO3auIM3M 00YCJIOBJICH
M3MEHCHHUSIMHU KOJIMYECTBA UIIM CTPYKTYPHI
XPOMOCOM B JIAHHOMW KJIETOYHOU MOMYJISALUM.
Toabko Tpu (hOpMBI ayTOCOMHOM TPHCOMHUH
COBMECTUMBI C JKM3HbIO. DTO TpUCOMHUS 13
(cuaapom Ilaray), 18 (curapom DaBapjca) ,21
(cungpom [ayna).llpu Bcex aTux
3a00JIEBAaHUAX OTMEUEHBI MO3audHbIe (DOPMBI.
B aTOM ciiydae (peHOTUMHUYECKUE MPOSIBICHUS
00J1€3HH HECKOJILKO MSTYe, TaK KaK
YUCIICHHOCTD MOIMYISAINN TPUCOMHBIX KJIETOK
OpraHu3Ma MEHBIIIE.




JIMATHOCTHUKA

JI1 [uarHoCTUKA MO3auliM3Ma

HUCCICAYIOT KapUOTHII KPOBU WX KIIETOK TKAHU —
TpeOyeTcs 00JIbILIEE YMCIIO KIETOK, YeM IpHU
IMAarHOCTUKE MOMHBIX (hOpM, TaK KaK 4acTh KIECTOK
OyIyT J€MOHCTPUPOBATh OOBIUYHBIN KapUOTHII.

ITO CACAYET YUUTHIBATh IIPU [IPCHATAILHOM
JIMArHOCTHKE TeHETHYSCKUX aHOMAJIUu III10/1a,
HAIIpUMeEDP, MPU TaKUX aHAIM3aX IUI0J1a

Kak Ouoricusi xoproHa (MOYKHO IPOBOAUTH Ha PaHHUX
CpPOKax OCPEMEHHOCTH).




Tpucomusa — 13 (cuHgpom naTay)

-AHOManua Bbina onucara K.Naray 8 -
1960 .

-Kapunotun 47 (13+)

-Yacrtota poxgenus 1:1450
-XapakTepHble NPU3HAaKK:
*Pacliennedne MArkoro U Teepgoro
HEDa,

*HesapauleHue ryosol;

*HegopassuTHe WAK OTCYTCTBME rnas;
*HenpaBuNbHO CCHOPMHPOBAHHDLIE YLLK,
«[lechopmaums KUCTEH K cTon;

*BCTpevyarotcs NnoNuAaKTUANA U
CHHAAKTHANR,

*MHOro4YUCNEeHHbIE HapyLWeHWsa Co
CTOPOHbI BHYTPEHHHX OpPrados — cepaua,
NOYEK, NULLEBAPUTENbHON CUCTEMDI;

*[1POAOMIKHTENBHOCTb XU3HN MEHbLUE
roga




JINATHOCTHKA

JInarHoCcTUpoOBaTh TEHETUYECKUE OTKIOHECHUSA
HEO0OXOAUMO, YTOOBI IPEAYIPEAUTh O MOCICICTBUIX U
yIpo3ax pOXKACHUS peOCHKA C TCHHBIM OTKJIOHCHHUEM.

MeTozibl U CpeliCTBA TUATHOCTUPOBAHUE TEHETUYECKUX
3a00JICBaHUM pa3/ICISIOT HA HHBA3UBHBIC U
HEVHBA3UBHBIE.

weeks
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NHBa3sMBHBIA METOJ TMArHOCTUKH MPOBOJIUTCS C 8 T10
12 nenento 6epeMeHHOCTH. DPPEKTUBHOCTH ATOTO
METO/Ia 3aKJII0YACTCSI B aHAIU3E CJI0S TIJIOTHOM
o0ostouku. [Iponenypa oCymecTBISECTCA ¢ TOMOIIBIO
amrapara ¢ MIJIOBUIHBIM HAKOHEUYHUKOM, KOTOPBIM
IPOHUKAET B OPIOIIHYIO 00JIaCTh.



HevHBa3MBHBIN METO TUATHOCTUKU TEHETUYECKUX
3a00JI€BaHUN, IPEJICTABISICT COOOM MCCICAOBAHUE
Marepuaja aHaji3a MaTepu, a UIMEHHO KpPOBH, B
naboparopun. KpoBb, Kak MpaBUiio, COIAECPKUT
(bparMeHThl TEHETUYECKOIO CTPOCHHUS OYAyIIETO
peOeHKa.

CTOUT 3aMETUTh, YTO HEMHBA3UBHBIN METO/
IUArHOCTUKHU a0COJIFOTHO O€30I1aceH Ajs Oyaylei
MaTepu U peOCHKA, TaK KaK HE TpeOyeT Fr€HETUYECKOTO
Marepuaja IjIoAa sl UCCIS0BaHuUs.



I'eneTnueckoe uccjaexoBanue. YtoObl ITOTHOCTHIO
HCKJIFOYUTh TPUCOMHUIO 13 XpOMOCOMBI y
HOBOPOXKJICHHBIX U IOCJIEC POXKICHUS peOCHKA MOXKHO
MPUOETHYTh K TEHETUYECKOMY TE€CTUPOBAHUIO.

JlaHHO€ UccnenoBaHue MPOBOJAT €IIe HA CTaqUU
IIJTAHUPOBAHMS KEJTAEMOM OEPEMEHHOCTH I K€ B
[IEPBOM TPUMECTPE.

['enetnueckuit TecT nokaspiBaeT 100% pesynbrar
HaJIMYHWS WK CKIIOHHOCTH K TOMY WJIM HHOMY
XPOMOCOMHOMY 3a00JICBAaHUIO.



CuHapom 3aBapjca

(Tpucomus no 18 xpomoconme).
Aonosanrensnan 18 xposocoma
ooHapyEnBaercay 1 s 7000
HOBOPOAAEHHBIX. YacTo npossasercs
MHKpoe}paaist, HI3KOo NocakeHIbIe
VPOIHEBLIE VI H PACHIETHHA TYOBRI HAN
HEDA, TocTaTouHo YacTo HaGJaHaeTCH
OTCYTCTBHE CKIAIKI HA MIIHLE, 0CODBIN
XApaKTep PacnoaoKenins KOARHLIX
rpedHen Ha KoHunkax najaenes. Hepeako
HATHOAACTCH VROPOUCHIE HTH ke
OTCVTCTBHE DOJILLLIOTO ITIB IR Ha HOT'AX,
KOCOJAMNoOCTL, cuuaakTiansa. MNMoryr
HMETh MECTO TTOPOKI CEPALAa I KPVITHbIX
COCVIOB, BPOAIEHHBLIE AHOMATIN JENKIY,
AnadparmMel, Motex 1 MoUeTOUHIKOB,
FPBIAH, CRANIKN Ha iee. boabHble RUBYT
HECKWIBKO MECHIIER, 21 V TeX, KTO BCE Ke
BBIKHBACT, BEIBIACTCH THAEAS
VMCTBEHHAS OTCTAN0CT.

(2 C A ¥ozroran gp. , 1956)



» CunazpoM /layHa — BpOKACHHOE HAPYIICHUE Pa3BUTHA,
MPOAB/AIOIIE €CH YMCTBEHHOMU OTCTA/IOCTHIO, HAPYIICHHEM
POCTa KOCTEH U APYyrUMHA PU3HICCKUMHA aHOMAJTHSIMH.

© Hacrora poOXAeHUA JETEU C CHHAPOMOM JlayHa COCTaR/geT
IPUMEPHO OAUH Ha 600 — 800 HOBOPOXKACHHBIX.

* B mepBBIie IPU3HAKHU JHOAECHU ¢ CHHAPOMOM JlayHa ommucan
aaruickui Bpad /pxon Jlaya (Down) B 1866 ropy.

- 1Ipu9IUHOA, KOTOPasA BHI3BIBAECT CHHAPOM JlayHa, ABRIACTCA
JUTITHAA XPOMOCOMA.

© Y mopgeu ¢ cHEApPOMOM JlayHa B 21-4 ITape IPUCYTCTBYET
AOLIO/IHUATEIHHAA XPOMOCOMA, TO €CTh UMEET MECTO TaK

Hd3bIBA€M4AA TPHCOMUA, ITIODTOMY B KJICTKAX OPI'dHU3M4,
OKd4d3bIB4 €T, 110 47 XPpOMOCOM.
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£ MyShared



MoO3ANIIN3M

Tprucomusi 0OBIYHO BhI3BaHA HEPACXOKICHUEM XPOMOCOM
npy (OPMHUPOBAHHUH ITOJOBBIX KJIETOK POAUTEIsS (raMeT), B
3TOM CJIy4ae BCE KJIECTKH OpraHu3Ma peOEHKa OyayT HECTH
aHomaiuto. [Ipu Mo3annm3Me ke HEPACX0KIACHUE BO3ZHUKAET
B KJIETKE 3apOJIbIIIa HA PAHHUX CTAJHUAX €r0 Pa3BUTHS, B
pEe3yJIbTAaTE YEro HAPYILICHUE KAPUOTHUIIA 3aTPArUBAET TOJIBKO
HEKOTOPBIC TKAHU U OpraHbl. JIaHHBIWM BapUaHT Pa3BUTUSA
cuHapoMa JlayHa Ha3bIBACTCSA «MO3auYHbIN CUHAPOM JlayHa»
(46, XX/47, XX, 21). Jlannas ¢popMa CHHAPOMA SBIISICTCA,
KaK IIpaBUjIo, Oojree JIErkoil (B 3aBHCIMOCTH OT OOIIIMPHOCTH
M3MCHEHHBIX TKAaHEH M UX PACIIOIIOKECHHS B OpraHU3MeE),
OJIHaKO OoJiee TpyAHa ISl MpeHaTaJIbHOW JUArHOCTHUKHM.

[Io naHHOMY THUITYy CUHAPOM MosiBisieTcss B 1—2 % ciy4daes.
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