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[lenbto JaHHOW WHCTPYKIMU SIBISICTCS OMHCAHUE TEXHOJOTHYECKOTO
nporecca aHanuza I/D momumopdusma reHa aHTHOTEH3UHIIPEBPAIAIOIIETO
dbepmenTa (ACE), urparoiiero KJir4eBy poib B (PYHKIIMOHUPOBAHUU PEHUH-
AHTUOTEH3UH-AIbJOCTEPOHOBOM CUCTEMBL. METONOJOTUUECKUE TPUHIIUIIBI
BbIsIBJICHUsT noauMopgHoro mapkepa reHa ACE ocHOBaHbl Ha OMNpeeleHUU
HaJIWYus/OTCYTCTBUSA (parmMeHTa iuHoW 287 map HykiaeoTuaoB (I.H.) B
uccnenyemoM JIHK-¢dparmMenTe B KpoBM MHalMeHTa METOJOM MOJIMMEPA3HOU
nenHoi peakuuu (ITLIP). /laHHas TE€XHOJIOTHS MOXET ObITh MCIIOJIb30BaHa JJIs
MOJEKYJISIPHO-TEHETUYECKON  OIIEHKM  HACJIEJICTBEHHOW  OTSTOLIEHHOCTH
naneHToB no mnoiumopdusmy I/D rena ACE u kak J0MOTHUTEIBHBIN
kputepuil st (GOPMUPOBAHUS TPYNH MOBBIIIEHHOTO PHCKA PAHHETO
MpPOrpecCUpOBaHusl apTepualibHON runepreH3uu (Al') 10 TpeTbeil CTerneHu B
X0Ji€ JUArHOCTUYECKUX HCCIIEIOBAHUM, MPOBOJUMBIX B CIEIIMATU3UPOBAHHBIX
1abopaTopusix 00JIACTHBIX M PECIYOJIMKAHCKUX MEIUIIMHCKUX YUPEKACHUH.

IlepeyeHb HeO0XOAUMOr0 OO0OPYAOBAHUA, PEAKTHUBOB, W3IeJUil
MeIMIMHCKON TeXHUKH M TIp.

JlabopaTopHoe o0opyI0BaHueE, npuUMeHsieMoe  JUJIT  aHalu3a
NOJIUMOP(MHBIX MAapKEPOB Pa3IUYHBIX T€HOB, JOJDKHO MO3BOJISITH MPOBOIUTH
BCE€ HEOOXOAMMBIE dTarbl pabOThl C JAC30KCUPUOOHYKICHHOBBIMU KHCIOTAMMU:
BBIZICJICHHE M3 OMOJIOTHYECKOTO Marepuana, aMIUuduKaIuo ¢ BepuduKaimen
POYKTOB aMIUTH(PUKAIIUKA METOJIOM dJIeKTpodopesa.

B tabnuiie 1 mpuBeneH onTUMalbHBIA BapuaHT Habopa 00OpYIOBaHUS
JUIsl OpraHu3aiiu paboT, CBSI3aHHBIX C aHAIM30M MOJIUMOP(HBIX MapKepoB

pa3nuyHbIX TeHOB meTtogoM II1IP.



Tabnuna 1 — OnTumanbHbld HA0OP 000PYAOBAHUS

HaumeHoBaHue 000py/10BaHNSI H OCHOBHbIE XaPAKTEPUCTUKHU

\ KoJsnvecTBo

IIpobonooecomoska

BricokockopocTHas TepmoctatupoBaHHas nentpudyra (10 000 — 15
000xg) ¢ poropom st mpodupok tuna «Eppendort» od6vemom 1,5 mi,
¢ IMana3oHoM pabounx Temmeparyp ot 0 go +25 °C

TBepaOTENBHBIN TEPMOCTAT C IUAMA30HOM PabOUYUX TeMIlepaTyp OT -
10 10 + 99 °C

MukporneHTprdyra-BOpTeKc

KommnekT nunerounsix aozatopoB (0,5-10 mxki, 5-50 mxi; 20-200
Mki1; 100-1000 mx)

Hacoc ¢ k0100i1-10ByIIKO#

[TI[P-60kc ¢ Y D-perupKyasTOpOM BO3ayXa

XOJOAWIBHUK C IMAa30HOM pabouux Temreparyp ot +2 no +4 °C

Mopo3unpHas kamepa ¢ Iuarna3oHoM pabodyux temmneparyp oT -16 1o
-18°C

CrexktpooTOMETp C  BO3MOXKHOCTBIO  KOMILJIEKCHOM  OIICHKH
penapaToB HYKJIEUHOBBIX KUCIOT

Y ®-crepunusartop, UM €ro aHaJIor

IIposeoenue I11]P

AmimudukaTop (TEpMOLMKIIEp), TpeIHa3HAYCHHbIN ISl TPOBEICHUS
[P

[TI[P-60kc ¢ Y D-perupKyasTOpoM BO3ayXa

MukporneHTprdyra-BOpTeKC

KommiiexkT nunetounsix 103aTopoB (0,5-10 mxi; 5-50 Mo (2 wr); 20-
200 mxut; 100-1000 mx)

TBepaOTENBHBIN TEPMOCTAT C IUAMA30HOM PabOUYUX TeMIlepaTyp OT -
10 10 +99 °C

XOJ0AWIBHUK C IMAIa30HOM pabouux Temreparyp ot +2 no +4 °C

Mopo3unpHas kamepa ¢ Iuarna3oHoM pabodyux temmneparyp oT -16 1o
-18°C

Ananus pe3yrbmamos amnauukayuy Memooom nekmpogopesa

Cucrema sl poBEAEHUS renb-3JeKTpodope3a ¢ HAbOPOM MOyJien
(BKJIFOYAsi MICTOYHUK MUTAHUsI) U AKCECCYyapoB

Kommiiekt nunerouynsix aozatopoB (0,5-10 mxi, 5-50 mxa, 20-200
MKJIT)

Y ®-TpaHCUIITFOMUHATOP

Buneocucrema fj1st peructpaiuu rejieid B KOMIUIEKTE ¢ KOMIIBIOTEPOM
U IPUHTEPOM

XOJ0AMIIBHUK C TMAIMa30HOM pabouux TemMreparyp ot +2 o +4 °C

Mopo3unbpHas kamepa ¢ Iuana3oHoM padbouyux temmneparyp oT -16 1o
-18°C




HabGop pacxogHplX MaTepuajioB H JaOOpPaTOPHBIX  AKCECCyapoB:
PE3MHOBBIC TIEPUYATKH, XaJlaThl, HAKOHEUYHUKH JJIsl MUTIETOK ¢ punbTpom 110 10,
20, 200, 1000 Mk, GribTpoBabHAS OymMara, MUKPOLIEHTPUDYKHBIE POOUPKH
Ha 1,5 wu, [IIP-poOupku COOTBETCTBYIOIIME THUITY HCHOJIb3yEMOIO
amriiukaropa (TepMOLMKIEpa), IITATUBBI IS TPOOUPOK, CTEKIISIHHAs
XUMHYECKas MocyJia u Jip.

B Tabnuiie 2 mpuBeaeH CMHMCOK PEareHTOB JUIsl MPOBEACHUS Pa3IMYHbIX
ATANoOB aHaliM3a MOJUMOPGHBIX MAapKEPOB pa3IMUHbIX TeHOB Metogom IILIP.
CremyeT OTMETUTD, YTO KAa4E€CTBO MCIIOJIb3YEMBIX PEAr€HTOB, BKJIIOYas BOAY U
COJIEBBIE PACTBOPHI, JOJKHO COOTBETCTBOBATh TEXHUYECKUM TPEOOBAHUSIM,
NPEABSIBISIEMbIM K peareHTam JUisi MPOBEJACHUSI MOJIEKYISIPHO-TEHETUYECKUX
VCCIICTOBAHUM.

Tabmuma 2 — CHHUCOK peareHTOB, HEOOXOAUMBIX JJIsi IPOBEJCHUS aHAIN3a
OJTMMOPGHBIX MapKEPOB

HaumMmeHnoBaHue pearcHToB

Buvioenenue J[HK

PactBop 1151 Mu3Kca 3pUTPOIUTOB (PACTBOP XJIOPUAA aMMOHUS )
PactBop 75t mu3Kca KIeTok (pacTBOp, COJIEpKALUIUN TPOTEA3Y)

IIposeoenue I11]P

Tpuc

Xnopug Maraus

Xmopua Kanus

THT®

OnuronykyieoTu bl (IpaitMepsl )

TepmoctabunpHas JJHK-nonmumepasza ¢ 5°-3’ sk30HyKII€a3HOM aKTUBHOCTBIO

Dnekmpoghopes u okpacka

Arapo3za

Tpuc

bopnas kucnora
DATA
DTUANYMOPOMU/T




ITokazaHus K NPpUMEHEHHIO

1) 'eHeTMYECKHI1 CKPUHUHT HACIEICTBEHHOM IMPEIPACION0KEHHOCTH K
panHemy (10 55 mer) mporpeccupoBaHuio Al' 10 TpeThel CTENEHU y JIUII C
OTSTOLLIEHHBIM CEMEWHBIM aHAMHE30M I10 CEPAEYHO-COCYIUCTON MATOJIOTUH.

2) JlomoaHUTENbHBIM Ja0OpaTOpHBIA KpuTepuidl nans  (HOpMUPOBAHUS
rpyIN HOBBIIIEHHOTO PUCKa paHHEro (110 55 net) nmporpeccupoBanus Al

TexHonorusi, MPeUIoKEHHAsI B pa3pa0OTAHHOW HAMU WHCTPYKIMH, SIBIISIETCS
HauOoJiee ONTHMAIBGHBIM  JIA0OPAaTOPHBIM  METO/IOM, TIO3BOJISIIOIIMM  BBISIBIISITH
nommMopduseiid Mapkep I/D rena ACE, uto siBisiercsi HEOOXOAMMBIM ISl BBISIBIICHUS
JIMI] C TIPOTHO30M paHHEro mnporpeccupoBanusi AI' U MokeT ObITh MpPUMEHEHA B
CHEUATM3UPOBAHHBIX JTA00OPATOPUSIX MEAUITMHCKUX U HAYYHBIX YUPEKICHUSIX.

IIpoTuBonoKka3anus AJis1 NPUMeHEeHNsI

OTCyTCTBYIOT.

Onucanmne TeXHOJOIMM UCIOJb3YEeMOr0 METO/IA

1 MatepuaJj st ucciae0BaHUs

Marepuanom i Beienenust JJHK ¢ nensto onpenenenus noaumop@pHOro
mapkepa I/D rena ACE sBisieTcst nienbHasi BeHO3Hasi KpoBb. KpoBb yisi aHanmmsa
oobemMoM okojio 1000 Mk momeraercss B IEHTpU(YKHYIO Mpooupky 1,5 wmu,
conepxkamryto 100 mxn 0,5M DATA naist ipenoTBpallieHUs] CBEPTHIBAHUSI KPOBH.
XpaHeHne o6pasIoB KPOBH MPOU3BOIUTCS B XONOIHIBHOM Kamepe rpu 2-4°C.

2 Boigeaenue JTHK

Jns momydenust npeniapatoB JIHK nipemsiaraercst crenyromiass Meronuka. B
OJTHOpa30BbIe TIPOOUPKH 00beMoM 1,5 mit mobasmsiroT 1o 1,0 pacTBopa s Tu3uca
SPUTPOLIUTOB, MAPKUPYIOT NPOOUpPKU. 3areM B MpoOHpKU BHOcAT 1o 0,25 wmi
HEJILHOWM KPOBH, 3aKPYUYUBAIOT KPBIIIKY U IMEPEMEITNBAOT Ha BopTekce. OCTaBIIsIFOT
NpOOUPKHU TPU KOMHATHOW TeMIIEpaType Ha 5 MUH, €Ille pa3 MEepeMENIMBAIOT U
ocTaB/stOT Ha 5 MuH. [anee nenrpudyrupyror ripu 6000 00./MUH B TeueHue 3 MUH.

OTtOuparoT, He 3a/ieBasi 0CaIKa, HAJOCATOYHYIO KUIKOCTh, UCIIONIB3YsI BAKYYMHBIN
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OTCachIBaTeb U OTICIbHBIA HAKOHEYHUK JUIA KaXIOM MpoObl. 3areM K OCaaKy
no6apmsiroT 0,5 M1 pacTBOpa ISl TM3KUCA KIIETOK, MEPEMEIUBAIOT Ha BOPTEKCE U
octaBisitoT Ha 5 muH. llentpudyrupyror npu 6000 00./MuH B TedueHue 3 MUH.
OtOuparoT, He 3a/ieBasi 0CaJIKa, HAJ0CATOUHYIO KUIKOCTb, UCTIONB3Ys BaKyyMHBIN
OTCaChIBaTeIb M OTAEIBHBIN HAKOHEUHUK IS Kax10u 1poOskl. [Ipotieaypy oTMBIBKI
noBropsitoT eme 1 pas. Ilocne storo x ocaaky neiikouuToB ao6asstor 0,1 M
pacTtBopa Ul JIM3HUCA KIIETOK, CPa3y K€ THIATENBHO PECYCIEHAUPYS KIETOYHBIN
0CaJIOK, MCIOJIb3Ysl HAKOHEYHUKU C a’po30JIbHBIM OapbepoM. [lepemenmBaroT Ha
Boprekce. [TpoGupku cTassT B TepMoctar Ha 30 muH mpu 60 °C, yepe3 kaxpie 10
MHUH TIEPEMEIINBAasi Ha BOPTEKCE YISl JIYUIIErO PACTBOPEHHUS KIIETOYHOTO OCAIKA.
3areM NepeyCTaHaBIMBAIOT TEMIIEpaTypy Ha 95°C u BbICpKUBaAtOT 20 MUH.
Hentpudyrupyrot npu 10000 06./MuH B Teuenre 3 MuH. CyIlepHaTaHT COAEPIKUAT
JHK, koropyro ucnons3yror B IILP. KomruectBo nomydyennon JIHK B mipemapare
OLIEHUBAIOT C TIOMOIIIBIO CIIEKTPO(OTOMETPA.

3 IIpoBenenue I[P

MeToaukor TIPOBEICHUSI TEHETUYECKOrO AaHAM3a C IEJIBI0 JICTCKIIUU
nonmumopdusma I/D rema ACE sBnsercs kimaccudeckas [P ¢ Bepudukaiueit
POIYKTOB aMIUTH(PUKAIIUA METOJIOM dJIeKTpodopesa.

Jns npoBenenus P ucnonb3yrorcs aBa crnenu@uyeckux mpaiimepa
(forward u revers). CTpykTypa mnpaiMepoB, HCHOJIB3YEMbIX JUIS JETEKIUU

nonumopdHoro mapkepa I/D rena ACE, npencrasieHa B Tadnuiie 3.

Tabmuma 3 — CrpykTypa MNOpaMepoB, HCMIOJIb3YEMBIX IS JIETCKIIUH
nonumopdHoro mapkepa I/D rena ACE
Hazsanue | HasBanue ' MOJ’I?KYHH];)
N HyxkneoTuaHas mocieaoBaTesibHOCTh, 5'-3 HBIN BEC
JIOKyca npaiimepa
dbparmenTa
I/D ACE ACEF GCCCTGCAGGTGTCTGCAGCATGT 5971319
ACER GGATGGCTCTCCCCGCCTTGTCTC IL.H.

Hainee nnpencrasnensl ycinoBus nposeneHus [T1P.




Cmech peareHTOB ISl TIPOBEICHUS OJHOM peakIuu B o0beMe 25 MK
dbopmupyetcs cienyromum odbpazom: 10xITL[P-6ydep (100 MM p-p Tpuc-HCI,
pH 9,0, 500 MM p-p xsopuaa kanaus, 25 MM p-p xjopusia Maraus) — 2,5 MKJI,
cmech Hykieotuarpudocharor (AHTD, 10 MM p-p kaxmoro) — 0,5 Mk,
npaitmep SOD2F (10 MM p-p) — 1 Mk, npaiimep SOD2R (10 MM p-p) — 1
Mk, Taq JIHK-nmomumepasa (5 en/mxi) — 0,2 Mk, obpaszen; JJHK (20 Hr/mkin)
— 1 mxi1. KoHeunbiit 00beM TOBOAUTCS BOJOU 10 25 MKII.

O6wruno juisi mposeaenus I[II[P Gomee 1 oOpasma roTroBUTCS OOIIUIA
pactBop (Master mix), B KOTOpBIA BXOAST BCE KOMIIOHEHTHI CMECH B
KOJIMYECTBE COOTBETCTBYIOIIEMY 4YHUCITY 00pa3ioB, kpome obOpaszna JIHK.
OOpa3zel] BHOCUTCA HWHJUBUAYAIbHO B KaXIyl0 MPOOUPKY, COJEPHKALLYIO
ATMKBOTUPOBaHHBIN (Ha 1 ananm3) Master mix.

[Iporpamma amrudukanum:

1 oran (1 mukn): denarypamumst. t = 2 mun, T = 94 °C. 2 sran (30 nukios):
Jenaryparus. t = 20 cex, T =91 °C. Omxur. t = 15 cex, T = 68 °C. Dnonranus.
t=20 cex, T =72 °C. 3 oramn (1 uukn): OxIaxIcHUE PEAKIHOHHON CMECH. t = 5
mun, T =4 °C.

Jnst Bepudukanuss MPOAYKTOB aMIUTU(DUKAIIMA HUCTIONB3YIOT METO]
anekTpodopesa.

[Tpunmun snexkTpodoperndeckoro GpakimOHUPOBAHUS B arapo3HOM relfie
¢parmentoB JIHK ocHOBaH Ha TOM, 4YTO CMECh HUX MaKpPOMOJIEKYJ MO/l
JEUCTBUEM DJIEKTPUUECKOTO TOJISI JETUTCS Ha Pl Ppakinii B 3aBUCUMOCTH OT
pasMmepa ¢parmeHTa U KOH()OPMAIMOHHON CTPYKTYphl. [l arapo3HbIx remnei
yaile NpUMEHSIOTCS TOpU3OHTANIbHBIE KaMephl. OgHopoanbie ¢pparmenTs JJHK
OyJlyT MHUTpUpOBaTh NPHU HJIEKTpodOpe3e COBMECTHO U IPEJCTABIISITh Ha
anektpodoperpamme eaunyro ¢pakuuo. [Ipu nHanuuuu B cmecu (parMeHTOB,
pa3IMYAIOIIUXCA MEPBUYHON TMOCIEA0BATEIbHOCThIO, HAMPUMEP BCIEICTBUE

nosuMopdusmMa, omnpeereHHbIE YCIOBUS AIEKTpodope3a Nat0T BO3MOKHOCTh
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BBISIBUTh  JIaHHBIE  PA3JIUYUsl 1O HU3MEHEHUIO  3IIEKTPOPOPETUUYECKOU
MOJBMKHOCTH «MYTAHTHOW» ()paKIMK MO OTHOUIEHUIO K «HOpMallbHOW». [Ipu
9TOM HamOoJiee Ba)XXHOM COCTaBJSIONIEW TOJATOTOBKM M IPOBEACHUS
anekTpodopernyeckoro (GpakMOHUPOBAHUS SBIAETCS MOAOOP ONTHUMAIbHBIX
yCJOBUH 3eKTpodopesa.

[TpoaykTel ammnudukanuu aHanu3upyroT B 1,7% arapo3nom rene. s
npurotoBieHust 1,7% arapo3noro renst 1,7 r arapossl pactBopsitor B 100 mu
Tpuc-2JITA-bopatnoro (TBE) Oydepa myrem HarpeBanusi cmecu. CoctaB
TBE-0ydepa npencrasien B Tabdmuiie 4.

Ta6nuna 4 — CoctaB Tpuc-2/ITA-bopatnsiii (TBE) 6ydepa (pH 8,3)

HanMeHoBaHMe KOMIIOHEHTA KoauvecTBo
Tpuc 12,1r
bopHnas kuciora 51r
OATA 0,37r
JluctrnmpoBanHas BoJia 1000 mn

3areM TOpsSYUi PacTBOP 3aJTMBAIOT B CICIHAIBHYIO KIOBETy. BCTaBisiioT
IUIacTMaccoBble TpebeHku nnsi  gopmupoBanus syHok B rene. [locne
NoJIMMEpU3aIMi Trejb ToMemaeTcs B Kamepy. Jlamee oTcekn Kamepbl
HAIOJHAIOT 3JIeKTpodopeTndeckum Oydepom, Tak, 4ToOBI ciioil Oydepa Han
rejgeM COCTaBWI S—7 MUUIMMETPOB. B JIyHKU resis ¢ TOMOLIBIO MUIIETKH BHOCSAT
oOpasnl (5 MK1), cMmemianHble ¢ Oydepom s 3arpy3ku (2 mxi). Kamepy
IJIOTHO  3aKPBIBAIOT, TMOJCOCAWHSIOT JJCKTPOABI M TMOJKIIOYAIT K
YHUBEpPCAJIBbHOMY HWCTOYHHKY MNUTaHus. HampsbkeHue, cuiia Toka U BpeMms
anekTpodopesa No0UParoT IMIUPUIECKH.

ITocne »anextpodopeTnyeckoro GpakiMOHUPOBAHUS Te€llb KIaAyT B
KIOBETY, T/I€ W TIPOW3BOIIT OKpAIlMBAaHWE B PACTBOPE OPOMHCTOTO ITHAMS

(0,01%) ¢ nmocneaytoiei BU3yanu3anue noj yiasTpadroeTOBbIM CBETOM.
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B pesynprare ammmdukanun ydactka JIHK rena ACE, coxepxamiero
nonumopdubiit Mapkep I/D (Insertion/Deletion), monydaercst ¢pparMeHT AJIUHON
597 n.H., KOTOPBIA COOTBETCTBYET ajyuiento | u/unu ¢pparment ninvaou 319 m.H.,
KOTOpBI cOOTBeTCTBYeT ayuiento D. Takum oOpa3om, CIEKTp TOMO3HUTOTHI IO
aJUIENIF0  JUKOTO THUIA MPEACTaBIEH 30HOM 597 IML.H., TeTepO3UTOTHOIO
opranusma - AByMms 30HaMu (597 u 319 n.H.), TOMO3UIOTHOTO IO MyTaHTHOMY
aJtento - 301011 319 m. H.

Ha pucynke 1 npusenen npumep 3mekrpodopesa npoaykros [P rena ACE.

Pucynok 1 — Dnexrpodopes npoaykros I[P rena ACE

*MS50bp - Mapkep MOJIEKYJISIPHOTO Beca

Kak BugHO U3 pHCYHKa, FOMO3UIOTHBIE MYyTaHTHbIE oOpasiml (1657,
1659, 1661, 1681, 1687, 1689, 1690, 1693, 1694) umeroT 0JIHy 30HY pa3mMepoM
319 n.H., o6pa3nbl aukoro tuma (1656, 1660, 1665, 1672, 1680, 1684, 1691,
1697) umeroT oaHy 30HY pazMepoM 597 M.H.; ocTalibHBIE 00pa3Ilbl UMEIOT 00¢

30HBI U ABJIAIOTCA I'CTCPO3UTOTAMMU.
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4 UuTepnperanusi pe3yjbTaToB

" [MalMeHTHhI, 00pa3Ilbl KOTOPBIX Ha 3JIEKTpodoperpaMme HMEIOT JIBE
3o 597 w319 1H. (rerepo3uroThl) HMEIOT  HACIEICTBEHHYIO
NPEAPACHIONOKEHHOCTh K  PaHHEMY IPOTPECCHPOBAHUIO  APTEPUATBHOM
TUTIEPTEH3UU 10 pe3ybTaraMm reHotunupoBanus o reny ACE

" MAIMEHTHI, 00pa3ilbl KOTOPHIX Ha 3JEKTpOodOperpaMmMe HUMEIOT OJHY
3oy 597 mH. wm 319 mH. (rOMO3UTOThI) HE HMEIOT HACJIEACTBEHHOU
NPEAPACHIONIOKEHHOCTH K PAHHEMY [POTPECCUPOBAHUIO  APTEPUATBHOM
TUIIEPTEH3UU 110 pe3yipTaraM reHorunuponanus no reny ACE.

5 Bo3moxknble om0k npu nposeaennu I[P

Hcnonws3oBanne Mmeronuku IILP moapazymeBaeT cTporoe ciienoBaHUE
BCEM MpaBWjaM II0 OpPraHU3allud W TPOBEICHUIO uccienoBanuss B IILP-
nabopaTopun, HECOOIOICHIE KOTOPBIX MPUBOIUT K BOBHUKHOBEHUIO OIIHUOOK,
KOTOPBIE CTAHOBSTCS MPUYUHON JI0’KHOMOJIOKUTETbHBIX "
JOXKHOOTPULIATENIBHBIX ~ pe3ynbTaToB. C  TOUKM  3pEeHUS  MOJy4YEHUS
J0KHOOTPHUIIATEILBHOTO WJIA JIOXKHOIOJOXKHUTEIBHOTO pe3yJibTaTa OCOOEHHO
OMMACHBI OIIMOKH, KOHTPOJIb KOTOPBIX HEBO3MOXKHO OCYIIIECTBUTH BO BpEMS
npoBegenust [II[P-ananu3a. DT0, mpexkae Bcero, OMMUOKH, CBSI3aHHBIC C
HapyllIeHWeM TMpaBwi 3abopa, XpaHEHUS M TPaHCHOPTHPOBKU mpoO. He
PEKOMEH/IyeTCsl B KaueCTBE aHTHKOAryJIsTHTa MpU 3a00pe KPOBU HUCIOJIH30BAThH
renaput, T.K. oH uaruoupyet [11IP. Xpanenue o0pa3ioB KpOBU MPOU3BOIUTCS

. 0
B XOJIOAWJIbHOM Kamepe npu 2-4 C ne Oonee 1 Henenu.

Cotpynnuku [1P-maGopaTtopuu MOKHBI HEYKOCHUTEIBHO COOIIOIATH
CaHUTapHbIe IMpaBUjia B OTHOILIEHUHU Oe3zomacHocth  pabotel B IILIP-
naboparopuu. OcoOyr OMacHOCTh MPEACTABISIET CO0OM KOHTaMHUHAIUS
(MCTOYHUK JIO)KHOTIOJIOKUTEIbHBIX PE3YJIbTATOB) 3arPSI3HECHHBIMU peareHTaMu,
MHCTpyMeHTapueM, npoaykramu [II[P u nepekpéctHas KOHTaMHUHAUMUA OT

npodsl K mpobe. OCoOEHHO CI0XKHO BBIABUTH CiIydad KOHTAaMHUHAIIMM B
12



OTJIEJIbHBIX MTPo0ax. DTO MOXKHO cienaTh npu nposeaeHuu Boijenenus JJHK u
MIOCTAHOBKE PEAKIMU B 2-X WM 3-X MapajuieiaX, a TaKKe MPU UCIOJIb30BAHUU
B KaXJIOW MOCTAaHOBKE OTPULATEJIBHOTO KOHTPOJS, IPOBOJAUMOIO 4YEPE3 BCE
CTaAuu MPOOOMOATOTOBKU. ONHU30JAUYECKHE CIydyal TOSBICHUS JIMHUU
«nonoxurenpHoi» JIHK B oTpumiatesibHOM KOHTPOJE€ CBHAECTEIBCTBYIOT O

BO3MOXXHOCTH KOHTaMHWHAallUu U B Hp06ax.
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OBOCHOBAHUE HEJECOOBPAZHOCTHU NPAKTUYECKOI'O
NCITOJIB3OBAHUSA METOJAUKU BBISAABJIEHUSA TALHUEHTOB
C BBICOKUM PUCKOM PAHHEI'O NTIPOT'PECCUPOBAHUA
APTEPUAJIbHOM I'MIIEPTEH3UU HA OCHOBE AHAJIM3A
IHOJIUMOP®U3MA I'EHA ACE

HecMoTpss Ha 3HAuMTENbHBIE JOCTHXKEHHUS COBPEMEHHOM MEIUIIMHBI,
CEepACYHO-COCYIMCTAs TTATOJIOTHS TIO-TIPEKHEMY TPEACTABIAET COOOM TII00ABHYIO
MEINKO-COIMATBHYIO TIpodsieMy. CepaeuHo-cocyaucteie 3a0oeBanus (CC3) u ux
OCJIOKHEHUS SIBJISIFOTCS TJIABHOM MPUYMHON 3a00JI€BA€MOCTH, MHBAIMAM3ALNN U
CMEPTHOCTH HACEJIEHUS BCEX PAa3BUTBIX CTpaH Mupa. Y 3TuUX Ooyie3Hed -
MHOTO()AaKTOpHAsI 3TUOJIOTUSI, B CBS3M C YEM MHOXECTBO TE€HETHYECKHX W
IKOJIOTHUECKUX (PaKTOPOB yUaCTBYIOT B UX peanm3armu [1].

B PecnyObimuke bemapych oOmiast 3a0oieBaeMOCTh OT OOJIE3HEH CHCTEMBI
kpoBooOparienus (BCK) B 2009 r. Beipocna Ha 6,1% 1o cpaBaenuto ¢ 2008 r. [2].

CoBpemennble moaxonbl k mnpoduiaktuke CC3  ynensroT O0Jbiioe
BHUMAHUE BBIABJICHUIO U KOPPEKIHHU (PAKTOPOB PUCKA, OLICHKE BEPOSATHOCTH
pa3BUTHUA OCJIOKHEHUM U TTporHo3y CC3.

OpnnuM u3 Hanbosee MepCIeKTUBHBIX MOIX0/I0B /I PAHHETO BBISIBICHUS
IPYNI MOBBIIIEHHOTO PHUCKA pa3BUTHUs apTepuainbHOM runepreHsuun (Al), a
TaKXe MPOrHO3a TEYEHHUS MATOJIOTHUYECKOTO MPOoIlecca, Pa3BUTHUS OCIO0KHEHUS
U BBIOOpA TEpanuu ABJISETCA aHAIU3 MOTUMOP(HU3Ma T'€HOB.

B xozxe pacumdpoBku reHoMa YenoBeka ObLIM BBISIBICHHI MHOTOUHCIICHHBIC
noymmMopdubie BapuadTel JJHK, mpy KOTOpBIX y pasHBIX JIIOJEH B OMpPEAeTICHHOM
MOJIOKEHUM HAXOJTCS pa3Hble HYKJICOTHbL. Takue M3MEHEHUs TaKKe SBISIOTCA
MYTaIUsIMH, OJTHAKO, MOCKOJIbKY OHHM PACMOJIOKEHbI B yUacTKaX, HE KOAUPYIOIIUX
Oenku, JUOO HAPYIIAIOT AMUHOKHCIOTHYIO CTPYKTYpy O€JNKOB, WX MPHUHATO
Ha3bIBATh OJIHOHYKJICOTUIHBIMU nomMopdusmamu, wid SNP. B Hacrosiiee Bpemst

B reHOMe YesioBeka oOHapy»keHbl 6osee 1000000 SNP [3].
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J171s1 BBISIBIICHUSI MOJIEKYJISIPHO-TEHETUUECKUX (PAKTOPOB, OMPECISIOIINX
npeapacnoniokeHHocTs K Al, anamu3upyror SNP, pacrnonoXeHHbIE BHYTpPH
u/unu BOJIM3M TEHOB C MOTEHIMAIbHO HAMOOJBIIMM BKJIAJOM B TaTOreHE3
3a00J1eBaHUS.

Onua w3 mnonuMopdU3MOB aHTMOTEH3UHIIpEBpaIaroero ¢epmeHra
(ACE) oOycnoBnen npucytctBueMm (insertion) unu orcyrcrBueM (deletion)
anemeHTa Alu pasmepom 287 map Hykieotun0B B uHTpoHe 16 [4]. IlokazaHo,
yTo mojuMmopdHbii Mapkep I/D accoumupoBan ¢ ypoBHeM (pepmenta ACE B
KpOBH, TUM(e U TKaHIX (B TOM YUCIIE U B MUOKap/E).

OueHka UWHIUBUIAYAIHHOTO TEHETUYECKOTO pPHCKAa HMEET BaXXHOE
3HAYCHME JUIs pa3padoTku AuddepeHIIMpoOBaHHOIO MOAX0/1a K MPOQUIaKTUKE U
neyeHnro CC3 W UX OCJHOXKHEHUW B 3aBUCUMOCTH OT HAcJeJICTBEHHOU
PEAPACIONIOKEHHOCTH KOHKPETHOTO MAIIUEHTA.

[IpuMeHEeHrEe METONMKM BBISIBJIECHUS MNAUMEHTOB C BBICOKHUM PHCKOM
paHHETO MPOTPECCUPOBAHUS apTepPUATbHON THUIIEPTEH3WHU HAa OCHOBE aHaIu3a
noauMmopduzma reHa ACE Oyzer cmnocoOCTBOBaTh paHHEM JIMArHOCTHKE,
IIPOTHO3UPOBAHUIO U CBOCBPEMEHHOW TEPANTUU 3TOW NMATOJIOTUU.
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HayuHoe uznanue

Cypra Exnena BukropoBHa
Boponaes EBrenuii BukropoBuu
Bbapanos Ouer IOpbeBu4
Iinaromkun Ipuk HukonaeBuu
Jouenko Bukrop Hukos1aeBuu

Ocunkuna Qubra BukroposHa

MOJIM®UK AL TTOJTMMEPA3HOM 1ETTHOU PEAKITWU JUTS
BBISABJIEHUSA TTAIIMEHTOB C BLICOKUM PUCKOM PAHHETO
TTPOIPECCUPOBAHUS APTEPUAJIBHOM TMITEPTEH3NN HA
OCHOBE AHAJIM3A TIOJTUMOP®U3MA TEHA ACE

I/IHCTPYKIII/IH o NPUMECHCHUIO
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