V]IK 618.2-056.7:575]-07
BBK 57.16+52.5
C56

1100 peoaxyuei un.-kopp PAMH, 3acnysycennozo deamens nayku P@
00KmMopa meduyuHCcKux Hayx, npogeccopa B. C. bapanosa
u akaoemuxa PAMH, 3acnysycennozo oeamens nayku P@,
00Kmopa meduyuncKux Hayx, npogeccopa 3. K. Aiinamazana

Ceedenusn 06 asmopax:
COTPYAHUKH JJabopaTopuu npeHaranbHol auarnoctuku ®I'BY «HUUAT
M. J1. O. Orra C30 PAMH»: un. kopp. PAMH B. C. bapanos, x. 6. H.
T. B. Ky3nenosa, x. 0. 1., T. K. Kameesa, npogeccop T. 3. MBameHko, K. M. H.
A. JL Koporees, Bpau-renetux M. B. Kpeumap,
COTPYAHUKHU JIMarHOCTHYECKOTO (MEAMKO-TEHETUYECKOT0) IIEHTpa:
mpodeccop, a. m. H. O. [1. Pomanenko, k. M. H. [I. B. Boponun, k. M. H.
H. JI. BoxmsanuHa, k. M. H. K. II. Kapnios

C 56 CoBpeMeHHbBIe AITOPUTMBI H HOBbIE BO3MOKHOCTH IIPEHATAIbHOI
AWATHOCTHKH HACJIEICTBEHHBIX H BPOKIEHHBIX 3200JIeBaHUIA:
Meronnyeckue pexomenpanuu / bapanoB B. C., Kysuemosa T. B.,
Kameesa T. K. u np.; ITox pen. B. C. BapanoBa u 3. K. Aiinamass-
Ha. — CII6.: U3a-Bo H-JI, 2013. — 156 c.

ISBN 978-5-94869-160-2

Hepepa60TaHﬂoe U JIONOJIHCHHOC H3TaHUEC METOJIUYCCKUX pCKOMCHI[aHI/Iﬁ TIOCBAILLICHO
COBPEMCHHBIM U HOBBIM aJITOpUTMaM HpeHaTaJILHOﬁ JAUArHOCTHKHW HACJICACTBCHHBIX H
BPOXACHHBIX 3a00s1eBaHUit Yy 1104a, COACPKUT OCHOBHBIE U HOBBIC METOAbI OLIEHKH CO-
CTOsIHUS IJI0AA, @ TaKKE IICPCIICKTHUBLI [[aJ'II:HeﬁIHCI‘O Ppa3BUTHUS 3TOI'O Ba’XXHOT'O HAYYHO-
IIPAKTHYICCKOI'0 HAIIpaBJICHUS.

Pexomenparuu npeaHasHa4CHbl IJIst Bpa‘leﬁ KCHCKHUX KOHCyHLTaHHﬁ, aKyHIepoB-ruHe-
KOJIOI'OB, COTPYAHUKOB MCEIAUKO-ICHETHYCCKUX LIEHTPOB, npenoaaBaTeneﬁ MEIUITUTHCKON
TCHETHUKHU, CTYACHTOB MCIUIMHCKUX BY30B U MCIUIHWHCKUX q)aKyJ'H)TCTOB YHUBEPCUTEC-
TOB, Bpaqeﬁ KYpPCOB ITOBBILICHUS KBaJ'II/ICI)I/IKaHI/II/I 110 MCHHHHHCKOﬁ TCHCTUKE U OpraHu-
3aTOPOB 3APaBOOXPAaHCHUS IO pa3aAcily HC‘IC6HO—HpO¢)I/IHaKTH‘ICCKOﬁ oMo MarTepsam
u ICTAM.

YK 618.2-056.7:575]-07
BBK 57.16+52.5

© 000 «M3nparenscTBo H-JI», 2013
© Komnextus aBTOpOB, 2013
O «KypHan akymepcTBa 1 )KeHCKUX

ISBN 978-5-94869-160-2 Gonesnein, 2013



COOEPXAHUE

BBEIEHHUE. ..ottt 7
1. MpenmeT 1 3aaGH TLJL.......coouiiiiiiiii et 9
2. MeTOIbl OLEHKH COCTOSTHUS TITTOM@. ..cuveuvenrererenreeuensenseenessteseeneeseeseenseseenseneensenes 10
2.1. HempsiMbie METO/THL....
2.2, TIPSMBIE METOIBL. ... .cvveuveereeneerurenseeseaeesseesesssesseesseesessesseessesssesnsesssensenns
3. Menuko-reHeTHIecKoe KOHCYTbTUPOBAHUE B [1/L.....ceoeviiiiiiiiiiiiiee 13
3.1, 3amaus TIMITK ..ot 14
3.2. PexomeHmanuu o vHOOPMHUPOBAHUIO OEpEMEHHBIX KEHIIUH U UX
ceMel IO BOIPOCAM TIJL......coiiiiiiiiiiiiiiiiicc e 15
3.3. OcobenHocTH, anropuTMsl 1 npobieMsl nepsuunoro [IMI'K................. 19

3.3.1. Oco6ennoctu nepsuanoro [IMI'K
3.3.2. Anropurm nepsuynoro [IMI'K
3.3.3. Menuko-reHeTU4ECKOE KOHCYJIbTUPOBaHUE 10 pe3ysbTatam 1)1 21

4. CKpUHUHTOBBIE METOIBI UCCIEAOBAHUS TUTOMA. . cnveenveereareeeeeeesnrenseesseeneesnnenns 23
4.1. YIIBTPa3BYKOBOU CKPHHIHT -.........eeeueeeeenrerneenseesseensesnsenseessesssesnsessesnsesnsens 24
4.2. BuoxumMu4yecKuii CKpUHHHT MapKepHBIX OEJIKOB B CHIBOPOTKE KPOBH
OEPEMEHHOM. ...c.euventeteienteete sttt ettt et sheebe st sb et eb bt et eat bt e st et es e e be s e st etenneneen

4.2.1. Opraauzaus npeHaTaIBHOTO BC.....cooviviiiiiiiniiciccccceceen
4.2.2. BC B0 Il TPUMECTPE OEPEMEHHOCTH. ... ccuvieverienreneenienreneenienreenenienieene
4.2.3. KoMOMHMPOBaHHEIN CKPHHUHT B | TpuMecTpe

4.2.4. Pacuer MHAMBHIYAILHOTO pUCKa pokaeHus pedbenkac CIl . ... 34

4.2.5. Tunsl npeHaTATBHOTO BC...o.iiiiiiiiiiiiiiccccc e 36
4.2.6. BC npr MHOTOTUIOJTHOH OEPEMEHHOCTH........envvenreneeveneeneveenreneenenens 41
4.2.7. buoxumudeckue Mapkepbl npu Tpucomusix 18, 13, tpuronauu u
JPYTUX XPOMOCOMHBIX QHOMATIHSX . ......eenvevererenrrerenensesesenesessesesesessesesesensenes 42
4.2.8. BC npu 6epemMeHHOCTH, HacTynuBILIeH B ycinoBusix BPT................. 43

4.2.9. JIabopaTopHble CTaHIapThl IpeHaTanbHoro bC
4.2.10. OcoOeHHOCTH KOMOMHUPOBAHHOIO CKPUHUHTA B PEXKUME

CKITMHUKH OZTHOTO JTHSD) ... eovviiieiiieieiieieieeieeeenetesessene et eeaeseenennes 45

4.3. [lutoreHeTn4eckuii CKpUHUHT XpOMOCOMHBIX OoJie3Heit y minona... 47
4.4. MonexynsapHo-reHeTudecKuit CKpHHUHT (MI'C)...oeovviniininininiicncne, 50
4.5. UmmyHonorndeckuid CKpUHHHT (MC)....oviiiviiniiniiniiiiiincececece 50
5. IloxazaHus Ui HaNIpaBIEHUS Ha MHBA3UBHYIO IL L ... 52
6. VlHBa3UBHBIE METOIBI MTOTYICHHS TIOAHOTO MATEPHAIIA. c...eeveneevenvenevenenreneenens 53

7. lpuanumet 1 metoas! [1/] nmarHoCcTHKY XpOMOCOMHBIX OOJIe3Hel ... 55

4



Cooeporcanue 5

7.1. OOIINE MOTOMKEHHUS. ......cvvverenireniriereneeseeenesteneteneeseseesesee e s sessesaesesenens 55
7.2. OCOOEHHOCTH IIUTOT€HETUYECKOTO aHaIN3a KIIETOK Pa3IMYHOTO
IUIOTHOTO HPOUCKOMKICHHM. c..cvvvverierevenrenensentaneneeneasenessessesesseseseeneesensesessenessens 56
7.2.1. KieTKH aMHUOTHYECKOM HKHUITKOCT . c..eveevenrnrereenrenreneenseneeneenseneensens 56
7.2.2. Ki1eTKH BOPCUH XOPHUOHA (TUIALICHTBI).....evenveereerennrereeneeneeneeneensensennes 56
7.2.3. JIAM(OIUTHI TyTTOBUHHOM KPOBH TIIOA. . ...nvevveneenerrveeeeneeeseeseesseseanens 58
7.3. Ilpuanumel nuToreHeTHIecKoro anamm3a B [I ... 58
7.4. InarHocTU4ecKue npooIeMbl KADUOTUITUPOBAHUS TUIOMA. ....c.veeveemeennenee. 59
7.4.1. KoHTaMUHAINS MATEPHHCKUME KITETKAMH. .......enveeneeneeneeneeeneeeneennes 59
7.4.2. «IIceBOOMO3aUIN3MY B KYIBTYPAX KIETOK.....crteuremeerrerenrenreneenseniens 60
7.4.3. Mo3annusm, OTPAaHHYEHHBIN TIATIEHTO]. ..ccveeueeeeeeieneeeeiesaeenieeneennes 60
7.4.4. OnHOPOIUTENHCKAS JUCOMHUS. .....nvnennene
7.4.5. CTpyKTypHBIE IEPECTPOUKH XPOMOCOM
7.4.6. CBepXUHCICHHBIE MAPKEPHBIE XPOMOCOMBL.......eeveurerrereneerrenrennensens 65
7.5. MonekynspHO-UUTOreHeTHUEeCKUE METOIBI B [T L ....c.covviiiiiniiiiine. 66
7.5.1. Metolt FISH......ccooiiiiiiiniiiecccceeceee .. 67
7.5.1.1. Hekotopsie oOmue npasuia FISH-ananu3a..........ccocoeveneneene. 67
7.5.1.2 Oco6ennoctr uHTEp(azHOM FISH. .....cccveviiiiiiicciece 68
7.5.2. Meton cpaBHHTENbHOM reHoMHol rudpuanzanuu (CGH)............... 69

7.5.3. Meron xonuuectBeHHOH ¢uryopecuentHoit [P (KD-IIIP)... 71
7.5.4. MeTon MyIbTUILIEKCHOTO JIATHPOBAHUS C aMILTU(pHKaIHeit

(IMLPA). ettt ettt ettt 73
SAKITIOUEHIIC. ......cevveeneeeeeneieneeeseesntanseenseesseeseesseenseesseassesseensesnsenseenseessessesssenseanne 74
8. IIpHHIMIIBI ¥ METOJbI JUATHOCTUKY MOHOTCHHBIX OONE3HEM. ........evevvvennenene 75
8.1. TOYHOCTh KITMHUYECKOTO JUATHOBA. . .c.eeevveurereeneenreneenrennennes .. 75
8.2. CBOEBpEMEHHOCTh 00CIIEIOBAHHS CEMBH BBICOKOTO PHCKA.......c.vveneenen. 75
8.3. TIpaBUIIEHOCTB OLICHKH PHCKA POXKICHUS OOJILHOTO PEOCHKA. ................. 76
8.4. Bo100p onTHMAIBHOTO CPOKA T T....oeviiieniiiiieieeeeeee e 76
8.5. Marepuan ais [1J] MoHOTeHHBIX OOMNEe3HENA. .. .76
8.6. PexomeHmaum mo pe3yinbrataM MOJEKYISIPHON JUATHOCTHKM. ............. 77
8.7. OcHoBHBIC TOAXOABI K I1]] TCHHBIX OOJE3HEH. ... .cccvveeeerieereevveerreereenns 77
8.7.1. Ilpssmast JTHK-ITHATHOCTHKA. ........cooueeieeeeeeiiiieie et 78
8.7.2. KocBeHHast JTHK-IHATHOCTHKA. ........ccvveeereeereeeireeereeenreeeneeeeeneeenneenns 78
8.8. TOYHOCTH MOJEKYISIPHON TUATHOCTHKH. ..c..veveenrenreenreeseeseeesueensesneeseeaseens 79
9. IlpepbiBaHue GEPEMEHHOCTH U BEPUPUKALIHS JTUATHOZA...c.evevvrrveneerenrenennennnne 81
10. Db heKTHBHOCTD PEHATATBHOM JUATHOCTHK . ....evevrereereeerereessesseseessessensessens 83
11. Ipunnummner opranuzanuu ciyx0bl [T/ B CankT-IleTepOypre.........ccceceeueneeee 85
12. ANrOpUTMBI IPEHATATBHON JUATHOCTHK . ....evevereereereereeseereereeneereeseeseeneessenes

12.1. OcHoBHBIE 3Tanbl cranaaptHoi [1]]



6 Colepxcarue

12.2. TIJ] B III TPUMECTPE OEPEMEHHOCTH. .....cvvevevrenieieneenreneeneeneeneeneeneeneeneene 90
13. HoBble HAPaBIEHUS B [1/L........c.cocuieiiiiiieiicieeee e 92
13.1. JIonMITaHTAITHOHHAS TAATHOCTHKA. ... eeuvrenreeerenseeseesenssassesnsesssesssenne 92
13.2. JlnarHocTHKa 110 KJIEeTKaM ¥ HYKJIEHHOBBIM KHCIOTaM TUIOAa
B KPOBH MATEPI . ... .cuveeuvreneerurenteenreeseesseensaenseassesseessesnsenssanseessesssessssnseesesssesssenses 95
Y~W e 97
3axiroyeHue

CIcok auTeparypbl

TIPHUITOMKEHIS. ...ttt ettt ettt ettt st st e e e
IMpunoxxenue 1: «3akiI049eHne Mo pe3yabraTaM
MIPEHATATBHOMN JTHATHOCTHKIDY . c..c.veevenverreenteuteseestesteseesteasentessensentensensensensensensen 104
IMpunoxenue 2: «Pe3yNbTaT UCCIEIOBAHMY......vevevreuereerinreneseererneneenennenenne 105

IIpunoxenue 3: «HYOpMUPOBAHHOE COrTIACUEY..
IMpunoxenue 4: «udopmanronnsiii auct A Kapt qucnancepHoro
HAOITIOICHUS OCPEMEHHBIX.....evevirrertereiieeseastereeseeuteseesteaeeeestesteeessessensensenes 107

[Ipunoxenue 5: «Kapra npeHaTaqbHOr0 MEIMKO-T€HETHYECKOTO
KOHCYJIBTHPOBAHMSI .. veuvevertentestentensesuesseesesstssessesuteseenesueeseeneenteneenseneensenseneen 108
Ipunoxenue 6: Ilpuxaz M3 PO ot 15 Hos10pa 2012 1. Ne 917 1
«O0 yTBep)KACHHUH TOPSIKA OKa3aHUS METUIMHCKON TOMOIIY OONBEHBIM
C BPOXKCHHBIMU U (MJIH) HACIICICTBEHHBIMH 3200JICBAHUAMIEN ........c.venee.n. 110
IIpunoxenune 7: Pacnopsixenne KomureTa 1o 31paBoOXpaHEHUIO
Canxkr-IlerepOypra Ne 39 p or 01.02 2012

CIIHCOK COKPAIICHMHM. ..c..euvirverieieteeieeeteteesietteneestestestestestentessessessensensensensensensensenes 154



