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/IMarHoCcTMKa HacneACTBEHHOM NaTOJIOrMK ABJIAETCA C/IOXKHbIM U TPYA0EMKMM
npoueccomM. TpyAHOCTM 06YC/I0BJIEHBI 60JIbLLIMM KOJIMYECTBOM HAC/1e4CTBEHHbIX
6os1e3HeN (Ux okos10 3,5 mbic.), pasHoO6pa3neEM KJIMHMYECKOM KApTUHBI
KaXJoM U3 HWUX, PEJIKOM BCTPEYAEMOCTbIO HEKOTOPbIX (hOPM U AIp. A TAKKE TEM,
YTO Hac/aeCTBEHHbIE 60/I€3HU MOTYT MPOTEKATb CXOZHO C HEHACNEACTBEHHbBIMM,

ConyTCcTBOBaTb M.
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Bpay o6Lel NpakTUKK, KaK NpaBmJIo, HE BNIAJEET BCEMM 3HAHUSAMM,
HEO06XOAUMbIMU AN ANArHOCTMKM HACNEACTBEHHbIX 60/1€3HEN, MO3TOMY NPU
NOJ03PEHMM Ha HAC/IeACTBEHHYIO0 60/1€3Hb HEOHXOAMMO HanpaBAATb NALMEHTA
Ha crneumasibHoe obciesjoBaHMe.



YacTo 06Lwero KJAMHMYECKOro o6ciejoBaHUA 4OCTAaTOMHO A9 AMArHOCTUKM
HanboJiee U3BECTHbIX HAC/IeICTBEHHbIX 601€3HEMN, HANPMMED:

bonesHu flayna  AxoHOponsasua  Helipogpubpomamo3  Xopea [eHMuUH2mMoHa

OZHaKo, A1A NOJIHOrO UCK/IIOYEHMS OLUMOKU HEOBXOAMMO
NpoBeeHME CNeLMalibHbIX FEHETUYECKMX METOA0B 06C/1e10BAHMS.

[Mo3TOMY X0 NOCTAHOBKMU AMAarHo3a A0/IKEH 6biTb JBYX3TAMHbIM:

1. obLee KAMHMYEeCKoe obcsieloBaHME 60/IbHOIO B COOTBETCTBUMU C
COBpPEMEHHbIMU TPEOOBaHMAMM, ONUCAHHbIMM B COOTBETCTBYIOLLMX PYKOBOACTBAX;

2. Npu NOA03PEHMN Ha KOHKPETHY HAac/1eACTBEHHYO 601€3Hb HEOOXOAMMO
npoBeAeHMe cneumanmsampoBaHHoOro ambdepeHumanbHO-aMarHOCTUHECKOro
obcnenoBaHmA.



[pu o6LwEeM KIMHUYECKOM 0b6ceoBaHUM N0O60ro 60/1bHOro NOCTaHOBKA
JIMarHo3a J0JI)KHa 3aBEPLUMTLCA OAHUM U3 TPEX 3aKI0YEHMM:

1. YETKO NOCTaB/IEH JMArHO3 HEHACEe4CTBEHHOIO 3a60/1€BaHMS;
2. YETKO NMocCTaB/IeH AMArHo3 Hac1eACTBEHHOW GOIE3HU;

3. MMeeTCA NoA03pEHUE, YTO OCHOBHAsA MM COMYTCTBYIOLLAA
60/1€3Hb Hac/IeACTBEHHAS.

MepBble ABe rpynmnbl 3aKA0OYEHMM COCTABAAT NOAABAAOLLYIO YacTb NpwU
o6cnenoBaHUM 60/1bHbIX. TpeTba rpynna, Kak npasuio, Tpebyet npMMeHeHuA
crneumasibHbIX, AONOJIHUTEIbHbIX METOA0B 06C/1Ie40BaHUA (NapaKJIMHUYECKMX,

/TabopaTOPHO-reHeTUYECKUX).




B K/IMHWMYECKOM rEHETUKE ANA AMArHOCTUKM Pas/IMYHbIX OpM
Hac/IeICTBEHHOM NATOJI0MM1 NMPUMEHSIOTCA: KJIMHUKO-rEeHeanorM4yecKum

METO/,, CNeLmaibHble U ONOJIHMUTE/IbHbIE (JlaBopaToOpHbIE,
MHCTPYMEHTaJIbHbIE) METO/bl MCC/IEA0BAHMSA.

Cpedu cneyuasibHbIX Memodos duaz2HOCMUKU 8bl0eAm:

LToreHeTnyeckmm B1oxmMmMyeckmm MonekynapHo-reHeTMYEeCKUM
(KapeoTMnUpoBaHue)




KapuotunupoBaHue, nam uuToreHeTU4ECKoe NUccaeoBaHUe No3BOISET BbIABMTb
OTKJIOHEHMS B CTPYKTYPE M YMC/IE€ XPOMOCOM, KOTOPbIE MOIYT CTaTb NPUYMHOM
6ecnnoams, ApYromM HacieACTBEHHOM 60/1€3HU M pOoXKAEeHUA 60JIbHOro pebeHkKa.

KaproTtun yesnioBeka COCTOUT U3 46 XpPOMOCOM - 22 napbl ayTOCOM U Be
NOJI0Bble XPOMOCOMbI. Y XEeHLMHbI 3TO Be X XPOMOCOMbI (Kapuotun: 46, XX),
a Yy MY>X4MH ogHa X XpOMOCOMa, a apyras - Y (Kapuotun: 46, XY).
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46,XX (KapUOTHI XKEHLUMHDI) 46,XY (Kap1OTHN MY*KYMHDI)

B KarK10M XpOMOCOME HaxoAATCSs FeHbl, OTBETCTBEHHbIE 3a
Hac/eACTBEHHOCTb. KaproTunupoBaHue no3BosieT 06HapyKUTb
Hac/leACTBEHHblE 3a60/1eBaHUSA, CBA3AHHbIE C MU3BMEHEHMEM KOJIMYECTBA
XPOMOCOM, MX OpMbI, AeEKTOM OTAE/bHbIX FEHOB.




K TakuM 601€3HAM OTHOCATCA CMHAPOMbI MaTay 1 3aBapAca; CMHAPOM
«KOLIAYbero KpuKka», pasHoobpasHble epMeHTonaTum (6o1e3HM o6MeHa
BeLeCTB) M MHOTUE Apyrue.

CuHOpom lNamay

OnucaH B 1961 r. KnuHu4yeckue npu3sHaku:

MUKpoLedanma
pacuenieHue ryobl U HEOa

NoIMAaKTUIINA

Y3KadA r/1ia3Had wesb

MOPOKU BHYTPEHHMX OPraHoB

AMUKaHT

rmnonJia3mAa Hapy*xHbiX NMoJ10BblIX OpraHoOB

|_|OI'IyJ'IFI LMOHHAA YaCTOTa

-1 :7500

Tun HacnedosaHus:

» tMpucomma 13



CuHOpom 308sapdca

KnuHuyeckue npu3Haku:

3a/leprKKa NPEHTA/IbHOTO Pa3BUTMHS
NONMAAKTUNUS

paclwesimHa ryooi

CNMMHHOMO3roBaA rpbixxa

CpaweHne Uan KMCTbl NoYeK

MHOXECTBEHHbIE MOPOKU PA3BMUTMS YEPEN],
cep/Aua, Noi10BOM U NULLLEEBAPUTENIbHOM
CUCTEMDI

[MonynaumMoHHaAa YyacToTa

-1 : 5000 Tun HacnedosaHus:

» Tmprcomma 18



CUHOPOM KoWwa4ybez20o KpukKa

KnuHuyeckue npusHaku:

HEOObIYHbIM MNJ1a4, HANOMMHALLMM KOLLAYbe
MAYKAHbe
MUKpoLedanma

aHTMMOHI0JIOMAHbIM pa3pes3 rnas

YMCTBEHHAA OTCTAJ/I0OCTb

JlyHornoobpasHoe A1uo

AMUKaHT

rMNepTeopUsm
aHOMa/IMA BHYTPEHHMX OpraHoB

[lonynAaumMoHHaa YyacToTta

Tun HacnedosaHuA:

-1:45000 » MOHOCOMMA 5 p (BbiNaZgeHMe - geneumsa
KOPOTKOro njeya 5-oM XpoMOCOMbl)



CyLlecTBYeT ABa OCHOBHbIX TMMA 3TOr0 MCC/IeJ0BaHUA:

[ M3yYeHMe XPOMOCOM KJIETOK KPOBY
nalMeHToB

| > NpeHaTa/ibHoe Kap1oTUMNMpoBaHME, TO €CTb
nccsaegosaHme XxpomMoCoMm rJioga.

M3BECTHO MHOIO 3a60/1E€BAHMI, MPUYMHA
KOTOPbIX - HApYyLIEHME KOMYecTBa U/ mnnm
CTPOEHUSI XpPOMOCOM, Harnpumep:

CnekTpasibHoe KapuoTMNMpoBaHMe
HapyLLUEHUS MEHCTPYaJIbHOr0O LMKa

BbIKMAbILWM, 6ecnaoame

ypoACTBa, YMCTBEHHAA OTCTAJ/IOCTb

HapyLUeHMA MMMYHMTETA U CepAeYHOMU
AeATeIbHOCTH



CyLLEeCTBYIOT MEXAYHapOoAHblEe CTAHAAPTbl, PEKOMEHAYOLLME
McCej0BaHME XPOMOCOM B C/IEAYIOLWMX CyYasX:

[MpeHaTasibHaA reHeTUYeCcKas
AMAarHoCTHKa Nno3BosiAeT YBEPEHHO
onpeaensaTb XpOMOCOMHYHO
NaTo/IorUI0 NJI0AA YXKEe Ha PaHHMX
CpOKax 6epeMeHHOCTU, a TaKxkKe
onpeaenuTb Noa 6yaywero pebeHKka
y}X€ Ha CaMblX PaHHMX CpOKax
6epeMEHHOCTU.




buoxmmmnyeckme metoabl

BroxMMHYeckme MeToibl OCHOBAHbI Ha MCCNeA0BaHMM BUOXMMUYECKUX
MPOLIECCOB, NPOTEKALIUX B OPraHM3MeE, Ha3blBAEMbIX META60JIM3MOM (OBMEH
BELEeCTB). M3BECTHO MHOIO HAaC/IeICTBEHHbIX 60/IE3HEN, CBA3aHHbIX C HApPYLUEHUEM
MeTabo/IM3Ma (BPOXKAEHHbIX HapYyLLUEHUM), CpeaU KOTOPbIX — a/IbOUHU3M.
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ITU MEeTOo/bl MOMOraloT 0GHAPYKUTb LiesIbIM PAA 3a60N1EBAHUM C HapYLLEHUSAMM
obmena BelecTB (3H3MMonaTtmm). MccneaoBaHmio Noasiexar Kposb, Moyd,
JIUKBOP, NYHKMAMbl KOCMHO20 M032d, AMHUOMUYECKAs }UOKOCMb, cnepmda,
nom, 80J10Cbl, HO2MU, KaJ v ap.



Ha nepBoM 3Tane o06cneaoBaHMA (3KCNpecc-AnarHoCTMKa) NPUMEHSAITCA
MEeTO/ bl MaCCOBOIro 6MOXMMMYECKOr0 CKpUHUH2a: Npobbl ®esiuHea (Ha
¢eHuUIKemoHypur), Aibmaay3eHa (2/1uKo2eHo3bl), beHedukma
(eanakmosemus, ppykmo3semusd), Npoba Ha 2unepamuHoayuaypuro,
MMKpobuosiornyeckmm tect Fampu (PKY v op. amuHoayudonamuu).

Pa3spaboTaHbl MPOCTble KaYeCTBEHHbIE BUOXMMMYECKME TECTbI ANA dKCNepcc-
AMArHOCTMKKM 2unomupeo3a, MyKosucyudo3a, ANA BbiABNEHUA HapyLIEHWN
obMeHa busiupybuHa, 6onesHun Teda-Cakca, 2enamosieHMUKY/IAapHoOU
AereHepaumu, AI'C. 9T Npodbl 4OCTATOYHO MPOCTbl U UCMO/Ib3YIOT JIErKO
AOCTYMHbIM BUONIOrMYECKUA MaTEPHA (KPOBb, MOYaA).



(DeHMJ'IKeTOHprFI [ TMKOreHo3sbl




Ha BTOpoM 3Tane (YyTOYHAKLWAA AMAarHOCTUKA) NPUMEHAIOT MOJIEKYTAPHO-
LUUMTOreHeTUYeCKue, MONEKYNAPHO-O6UoIorMYeckme MeToabl, 6bonee
C/I0XKHble METOAbl aHA/IMTUYECKON BUOXUMMMU:

- MccaeloBaHME METabo/IMYECKOro NyTu (KOIMYEeCTBEHHOE
onpejefieHne MeTaboIMTOB, UX KMHETUKM M HAKOMJIEHUS);

- IPAMOE U3MEPEHUE KOHLEHTPALMU (MMMYHOXMMUYECKME METObI),
aKTMBHOCTU (3H3UMOAMArHOCTUKA), DUINKO-XMMMUYECKMX U
KMHETMYECKUX NAPAMETPOB MYTAHTHbIX 6E/IKOB;

- UCCieJOoBaHUNE MYTAHTHbIX 6eNKoB C NOMOLLBbK HAalrpy304HbIX |'|p06
MeYyeHbIMU Cy6CTpaTaMM U I'I/I6pl4,£l,l43aLlMM COMaTUHECKUX KNIETOK;

- MCCIeIOBaHME CTPYKTYPbl MyTAHTHOrO reHa MeTolamMu
PECTPUKLMOHHOI0 aHa/m3a.



[loka3aHuAa anA OMOXMMUYECKOrO nccneaoBaHuA:

1) YMCTBEHHAsi OTCTANI0CTb, NCMXMYECKME HaPYLLIEHMS;

2) HapyweHue pU3NMYECKOoro pasBUTMUS - AHOMAJIbHBIM POCT U
CTPOEHME BOJIOC MJIN HOITEWN;

3) HenpaBMJIbHbIM POCT C MCKPUB/IEHMEM KOCTEM TYNIOBULLA U
KOHEYHOCTEMN, YpE3IMEPHOE OT/IOKEHUE KMPaA, TMNOTPOUS UM
KaxeKcusa, TYronoABmM»KHOCTb MM pa3boITaHHOCTb CYCTaBOB;

4) nnoxoe 3peHME UK NOSHAA CNEnoTa, TYroyxoCTb MM FyXoTa;

5) CyAoporu, mbillevyHas rmnoToHMA, rmnep- U rmnonurMeHTaumA,
(hOTO-4yBCTBUTE/IBHOCTb, XENTYXa;

6) HeENepeHOCMMOCTb OTAE/IbHbIX MULLEBLIX MPOAYKTOB U JIEKAPCTBEHHbIX
npenapaToB, HapyLLUEHWE NULLIEBAPEHMA, YacTas pBOTa, AMapes, KUAKMUA
CTYy/l, Fenarto- M CrnjieHoMeranms;

/) No4YeyHo-KaMeHHaA 6one3Hb, XosecTas;

8) reMoImTu4eckme aHeMmmn U aAp. COCTOAHUA.



MoneKynsapHo-reHeTM4YeCKMe MeToapbl

3HaHWE CTPYKTYpPbl M DYHKUUM FrEHOB, OCHOBHbIX BUA0B M3MEHUYMBOCTMH,
3HAaKOMCTBO C HacNneACTBEHHbIMM 60/1IE€3HSIMM NO3BOIAET NEPENTM K aHANIU3Y
MOJIEKYNISIPHO-FEHETUYECKUX METOZI0B. METO bl MOJIEKYNSPHOM FEHETUKM

HanpaB/ieHbl Ha U3y4yeHne Mosekybl IHK Kak B HOpMe, TaK 1 Npu ee

NOBPEXAEHUM, a TaKXKe Ha «MaHMnynaumu» ¢ monekysiamu AHK n PHK.

Mcnonb3oBaHME MOJIEKYNAPHO-FEHETUYECKMX METOAOB TPebyeT 3HaHMA
OCHOBHbIX 3TAroB NMoayyYeHus onpeaesieHHbIX Nocaea0BaTe/IbHOCTEN

(bparmenToB) AHK

CTAAAGATGATCTTTAGTCCCGGTTCGAA
TCTTTAGTCCCGGTTGATAACACCAACC

, GTAATACCAACCGGGACTAAAGATCCCG
| GGGACTAAAGTCCCACCCCTATATATATG

TTCAAAATTTCTTCAAAAAAGAGGGGAG
WI GTGATTACATACAAATCGGAGGTGCCTA
| TTTGTCATACTACATTTGCACCTATGTTTT
GTAAGTTGATGAGAGAGAAAATGTGTGT

TTTGCTAAACAAGGTTTTATAAAATAGT TG
AAATAATAGAAAACAAACTAAAATGAAAAT
TATTACTTAACAAATAGTTTTTAAGAATTAT
AATAAAGATATCTTATAATTATTGTATGACT




JTanbl Noay4YeHMs nocseoBaTenbHOCTEM HYyKNeoTnaoB AHK:

— BblaeneHue Bceu (reHomHon) AHK m3 knetok (1umgoyumos, pubpobiacmos,
AMHUOMUYECKUX K/IeMOK, K/IeMOK XOPUOHA);

JIMMPOUUTBI punodpobaacThbI aMHUOTUYECKHE

KNETKU XOPMOHa
KNETKM

— pectpukuma AHK — nonyyeHue otgenbHbix pparmeHToB AHK (Mcnonb3oBaHue pecTpuKTas,

KoTopble pa3pbiBatloT AHK no cTporo onpejesieHHbIM NOC1e40BaTe/IbHOCTAM HYK/1EOTUAO0B M3
4-6 nap OCHOBAHWMW — CaMTax PECTPUKLMM).



— UCMOJIb30BaHNE K/1aCCHNYECKUX TPYAOEMKUX METOAOB:

co3jaHune peKOM6MHaHTHbIX naasmuj

v

BBE/IEHUE UX B BAKTEPUAJIbHYIO KNETKY

¥

Pa3MHOXEHUNE KNTIETOK

v

BblaeneHune 3agaHHblx dparmeHToB JHK;

— UCNOJib30BaHUE I'IOJ'IMMepa3HOﬁ Ll,el'IHOﬁ peaKkunun.

pa3aenerHue apyxuenodyeyHon AHK Ha ogHouenovyeyHyto

|

npucoeauHeEHME NpaMMepoB (3aTpaBKa) K 04HOLENOYEYHbIM
monekynam AHK (no npyHUMNY KOMMNJIEMEHTAPHOCTH)

}

CUHTE3 MHOIOYMC/IEHHbIX MO- JIMHYKNEOTUAHbIX LENEM Ha OHOLENOYEYHbIX
MOJIEKY/IAX B rPaHULAX NPUCOEAMHEHUS NPAMMEPOB




— pasaenieHne dparMeHTOB MO MOJIEKYIAPHOM MacCe U 3/IEKTPUYECKOMY
3apsAy Ha NOBEPXHOCTM arapo3Horo rens. Kaxabii pparMeHT nmeet
onpeAeNeHHble pa3Mepbl U 3aHUMAET B resie onpeaeneHHoe MECTO B BHUAE
JAMCKPETHOM NOJIOCHI.




®parmeHTbl AHK nepeHocAaTca Ha
cneymanbHble PUIbTPbIl, rae NpoBoAMTCA
MX rMbpuamnsauma C pagmoakTUBHbIMMU
CUHTETUYECKMMMU 30HAAMM UIN
KNOHUPOBaHHbIMM pparMeHTamn JHK.
30H/ BbISIBNSET HEO6XOAMMbIN (bparMeHT
AHK nyTemM cBA3biBaHMA C
KOMMJIEMEHTAPHbIMU EMY HYKNEOTUAHbIMU
nocsefoBaTesibHOCTAMM parMeHTa.
N3MeHEeHME NONOKEHUA U ASIUHDI
(dparMeHTa No CpaBHEHUIO C KOHTPOJIEM
(30HAOM), UCYE3HOBEHUE 1IN NOABNIEHUE
HOBOro (pparMeHTa CBUAETENIbCTBYET O
nepecTponKax nocaeaoBaTe/IbHOCTH
HYK/J1I€0TUZ0B B UCC/IEQYEMOM reHe.




BasupysAcb Ha TEXHOIOrUM MOSTyYEHUS HYKNEOTMAHbIX NOCNEA0BATEIbHOCTEN

/IHK, MOXHO BblA€/IMTb CeayLmMe MEeTOAbl MONEKYNAPHOM FEHETUKM.

1. MeToa cekBeHWpOBaHMA — OnpeaeneHme HyKNeoTuaHoM nocaeaosatenbHoctm AHK.
TakMm MeToAoM MOJIHOCTLIO OnpejesieHa nocaes0BaTe/IbHOCTb HYKIe0TUAOB FreHOB
rNo06MHa, HEKOTOPbIX FOPMOHOB (MHCY/IMHA, FOPMOHA POCTa, NPOJIAKTUHA U Ap.).

2. MeToa nonMMepasHoM LIENHOM peakuuu (MCNosib3yeTcs ANA YBEIMYEHMS YMCa
dparmeHTos AHK).

3. MeToz nosiy4eHus NpalMepPOB, COOTBETCTBYHOLLIMX M3BECTHbIM FEHAM.

4. MeTog rMbpuan3saumm HyKIEUHOBbIX KUCOT.

5. MeTtog kKnoHupoBaHua AHK.

6. MeToz NoNyyYyeHMA peKOMOMHAHTHbIX Monekyn JHK.

7. MeToa nonyyeHMs 6€/KOB C MOMOLLbIO PEKOMOMHAHTHbIX Mosieky AHK.

8. Co3gaHne 6UMGIMOTEKM FEHOB — MOJIHOIO Habopa (KONNEKUMM) KIOHUMPOBAHHbIX
cpparmenToB AHK, nonyyeHHbIx B pe3yabTtate pecTpmkumm TotanbHon AHK.




e UAEHTUDUUMPOBATbL MyTaLMK B reHe. [pMmMepom BbiSIBJIEHMA MYTAHTHOMO reHa ABJIAeTCA
JMArHOCTMKa CEPNOBUAHO-KNETOYHOW aHEMMKU B SMBPUOHaIbHOM nepuoge. PparmeHTbl AHK,
MOJIyYEHHbIE NPU JEUCTBUM PECTPUKTA3 Y 310POBOro M 60/IbHOF0, CPAaBHMBAKTCA C MOMOLLbIO
meTtoga ruopmamsaumm no CaysepHy, npmv 3TOM B KayecTBe 30HAA MCMOJIb3yeTcA
paguoakTuBHo MedeHada AHK reHa P-rnobuHa;

e INArHOCTNpPOBaTb MOHOINr€HHOE Hac/1eACTBEHHOE 3a60/1eBaHMeE nytem onpejgeneHna
HyKﬂeOTMﬂ,HOﬁ nocsiegoBaTe/ibHOCTU NreHOB (FeMOCbMJ'IMFI, FeMOFIIO6l4HOI'IaTl4F|) U BblABJ1IEHUA

MYTAHTHbIX Fr€HOB ((PEHUNKETOHYPUSA, MYKOBUCLMAO3);
 OCYLLECTBNATb FreHETUYECKMM aHanM3 nosmmopdmsma AHK poamtenen mn aeten;

e OnpeaenaTb UHAMBUAYaAJIbHYIO U3MeHUYMBOCTb JHK 4yenoBeka no BapMabesibHbIM TOYKaM
AHK, MoneKkynspHbIM aHaiM3 KOTOPbIX NO3BOAET NPOBOAMTL MAEHTUMDMKALMIO IMHHOCTU

YyesioBeKa);

* BblZI€/IATb U CUHTE3MPOBATb MEHbI (BblAENEHMNE, CUHTES U KJIOHUPOBAHWE rEHOB ABJIAETCS
OZIHMM M3 3TArNOB rEHHOM MHKEHEPUM).



Mcnonb3oBaHME ONMCaHHbIX METOAOB B FEHETUKE U MeAULMHE MO3BOSISET
BOBpeMSA onpeaenuTb T€ UM UHble HapyLUEHUA, NPOUCXOAALME B OPraHU3Me
Ha KNETOYHOM ypoBHe. TaK, aHa/In3 KpOBM MO3BOJISIET ONpeAe/IUTb Takue
reHeTUYeCKMe aHOMa/IMK, KaK 6ose3Hb Tes-Cakca, cepnoBUAHOKIETOYHASA
aHemusa, remopmans, KMCTO3HbIM DUBPO3, Bbi3bIBAEMbIE TEMU MJIM UHBIMU
F€HHbIMM HapyLeHUAMU (MyTaUUAMM).




[pyrme reHeTM4yeckue aHoMaamm o6yCIOB/IMBAKOTCA HE Ha/IMYMEM
MYTaLMOHHbIX FEHOB, a HapyLeHWeM NoBeAEHNA XPOMOCOM BO BpeMA
Meno3a (cMHApPoM JlayHa), a MMEHHO: HepacxoxaeHue 21-M uam 22-u napbl

XPOMOCOM Mpu Mero3se. MHAMBMIYYMOB C TaKOW 60JI€3HbIO OT/IMYAET pAJ
XapaKTepHbIX NPU3HAKOB: YMCTBEHHASA OTCTA/I0CTb, HA/IMYME KOXKHOM
CKJIQKM Y Yr/ia r/1a3, KOPEHACTOe TEI0C/I0KEHME M KU3HEPAAOCTHOCTb.
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B HacTosLlee BpeMsa reHeTMKa U MeAMLMHA pacrnosiaraloT METOMKOM,
No3BO/IAOLLEN 0OHAPYXMBaTb aHOMaJIbHOE YMC/I0 XPOMOCOM Y NJioAa Ha 16-
1 HeZlene 6epeMeHHOCTU. AN 3Toro 6epyT Npoby OKO/I0NI0AHOM KUAKOCTU

MyTEM NYHKLUMKU NAOAHOIO Ny3blpsi, MCCNEAYIOT €€ KNETKU U ONpeaenatoT,
HET I B HUX XPOMOCOMHbIX aHOMaJIMM.




HepaBHO paay ucciepoBatesien yaanocb JOOUTbCS CHUKEHUS
YaCTOTbl HEKOTOPbIX HACNEACTBEHHbIX 3a60/1€BaHMM Y JTA6OPATOPHbIX
YKMBOTHbIX. ITO NO3BOIAET HAAEATLCA, YTO CO BPEMEHEM MOKHO

oyaeT o6HapyXmMBaTb U IEYUTb HEKOTOPbIE reHEeTUYECKUe 601e3HU
Yye/loBEeKa ele Ha cTaamu naoja.
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Cnacmb0o 3a BHMMAHUE



