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Kon bopmbl rno OKY ],
Kon yupexaernus no OKTIO

Muusapag P® Mea pokymentauus, gopma N N 174/ y yTeepxacHa
Munszgpasom CCCP 04.10.80
Haumenosanue yupexaenns: biopo CMO [I3M N 1030

Appec: Tapruiit npoeay, 3, ten. 322 11 61

SAKVIIOYEHUE SKCHEPTA =~ N 224

Ha ocrosanuu nocranosnenus cienosarens CO no BAO CY CK

IpH ripoxyparype P® no r. Mockse opucta 2 knacca Yepuoro KO, o1 «01» ¢espans 2010 rona

B TIOMCHIEHAN OTACHCHUSI MOJIEKYISIPHO-TCHETHYCCKUX METOAO0B MCCIICHOBAHUS

bropo CM3 /13 Mocksbsr

cyaebHo-MeMEckui(e) sxenept(sl) —

Ammena H.I'. - crax paboTsi 110 crieunansHocty 3 roja

ITpoussen(1) MONEKYJLIPHO-F CHETHYECKYIO SKCIEPTH3Y MYXKCKHX TPYCOB, Maphl HOCKOB,

O6pasua kpopu tpyna Marautcekoro C.J1. (axt sckperrus 2052, moprll)

110 yronosHomy ey Ne366795

Ilpasa n obssannocTH dKcmepra, npexycMoTperusie cr. 57 YIIK P®, passacHenss; 06
OTBETCTBEHHOCTH 3a Hayy 3aBEAOMO NOXHOTO 3akmouenus no ct. 307 YK PO npenynpexies.

OxcnepT(bl): AmueBa H.I'.

Okcneprusa Hayata: | 20 Mag 2010 roza
Oxcnepru3a okonyeHa: 03 wions 2010 roma

Bonpocet, noxnexaiuue paspeimeHuio ApyH 3KCHEPTH3E U APYrue pasmesbl «3akmoYeHns axcmepran
U3NOEHBI HA 5-M JUcTax.
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Ha pasperuenne sxcrnepTU3sl IOCTaBAEHB! BONPOCHL:

Vimerorest iiu Ha npeacTaBfieHHOM 00BbeKTe — Tpycax YEPHOTO 1IBETa 1 HOCKAX YEpHOTO IBETa —
cnenpl  OHMONIOTHYECKOrO  NIPOMCXOXKACHMA.  YCTAHOBUTb  MHAHBUAYANbHO-TEHOTHIIHYECKHE
XAPAKTEPUCTHKA CJIELOB HA NPEACTABNEHHOM BEWIECTBEHHOM [A0OKA3aTEABLCTRE — TPYCAX YEPHOTO
UBETa, (IPOBEPHUTH HX 10 CIIELYYETaM.

[Mpunagnexatr nu cienpr OHonoruueckoro npoucxoxnesus Marautckomy CJI. mmm npyromy
amy?

OBCTOSTEJBCTBA JEJA

M2 nocranopnenys 0 Ha3HAYEHUH SKCIEPTH3LI M3BeCTHO: «...16.11.2009 B 18 yacos 20 MmuuyT
n3 ObBY W3 77/2 YOCHUH Poccuu o r. Mockse Maruutckuit C.JI. ¢ aHarHo3oM xemde-KkaMeHHas
fonesHb, OCTPHIH KaNbKYJIECIHBIH XOJEUMCTHT, OCTPBIA MAHKPEATHT, CKOHUAJCA B PEAHUMALHOHHOM
oTaeneHuH CONBHULBI YKa3aHHOI'O CIESACTBEHHOTO H30JIATOPA. . . ».

ONUCAHME OFHEKTOB UCCJUENOBAHUS

[locranopienne u 0ObeKTH! HCCefOBaHMS ObUIM HOCTABICHB B OTHENEHHWE MONEKYJISIPHO-
reHeTHYECKMX METOAOB Hccaenonanms 18.02.10r.

Benplit ONMITUNEHOBLIR NAKET ¢ 3aBA3aHHOM Y3JIOM FOPJOBHHOM 03 3THKETKH, B KOTOPOM
OJIAH B APYTOM €INC Ba ITOJIM3THIICHOBBIX NakeTa. BO BHYTpeHHEM maKeTe HaXOAITCs:

- TPYChl MYXCKHME THIIA IIABKH», TEMHO-(HONETOBOrO IIBETA, HEPABHOMEPHOH OKpAaCKH
(muHspie) U3 TpEKOTAXKHOM X/6 TKamM. Tpychl HOIIGHBIE, HA HAPYXHOM ITOBEPXHOCTH CHEPENH B
obnacti nosca MMEETCs STHKETKA ¢ JaTHHCKMME OyxBamu «amigoy». BeicoTa B 061acTH HOKOBOIO WBA
TpycoB 8,5 CM, OKPY)XHOCTh B TIOSiCE IIPH HEPACTAHYTOH pE3nHKe 33 CM, IUMPMHA B HOXKax 24 cMm.
VIMerorest cepoBaTo-GeslecoBarhle HANTOKEHNS C HEYCTKHUMH KOHTYPAaMH, HEOMpeNeneHHON (OpMEL,
pacnioaralomuecss B 00JaCTH JIACTOBUIIBL, HOXEK, NEPENHeH M 3aJHEH MOBEPXHOCTH TPYCOR.
Busyanso crexos xposu ne obnapyserno. Caesaus! BRIPE3KH H3 CIACAYIOWUX 001acTel: Ha nepeHei
MOBEPXHOCTH TPYCOB B LEHTpaibHOM 4vacTH (00BexT 1); HA 3anHCH MOBEPXHOCTH TPYCOB B
HEHTPanbHOH YacTu (06beKT 2), rae 0COOEHHO BRIPaXKEHb! HAOXKEHHSL CEPOBATOrO [(BETA.

- 11apa HOCKOB YEPHOIo LBeTa U3 X/6 Tkaxn. Hocku HOlIEHSBI, MECTaMHM CO CllejaM¥ TIOTEPTOCTEH,
ocobenno B ofnacTy cnena, Mbicka U ISTKH. Pazmeper: nmua B cieny 24cM, JTMHA KOPOTKOIO
6oprrka 18,5cm, mupuna 9cM. BH3yansHo crefloB KPOBH He OGHAPYKEHO, M3 0BNacTH MBICKa, Clena
000MX HOCKOB, CAC/aHbl BhIpE3KU OeNecoBaThIX HANOKEHHIT.

O6pasen xposu Tpyma Marguckoro C.JI. mocTaBieH B OTACICHUE MOMEKYISPHO-TEHETHYECKIX
metonoB uccneiosanmst 06.05.10r. Jocrasnen Oenbiii koHBEpT, pazmepom 21x13,5 cM ¢ nmeuwarsio
CHHETO IL(BETA «...CYyAeOHO-OHONOrHYEcKOe OTAENECHUE ...» C PYKOIIMCHBIM TEKCTOM (KPOBb M3 TpYyIa
Maruntekoro CJL. a/s 2052 or 17/X1-09r. m.11 CMD Bopsosa A.H.». B xouBepre naxeTuk B BUIE
anTeYHoro NOpOIKa ¢ COOTBETCTBYIOIIEH HAANMCEIO, B KOTOPOM ILITHO Oyporo usera Ha Mapiie
(obpazeu kpoBu Maruutckoro C.JL). '

UMCCIEAJOBAHUE

YCTAHOBJIEHUE HAJIMYWA KPOBU.

Onpedenenue 2eno2noBuna 4en06eKa ¢ NOMOUBIO uMMyHOXUMUseckozo mecma SERATEC®
HemDirect. Boipesxu 3 nsTeH Ha Tpycax (06.1,2), BbIpe3KH M3 apbl HOCKOB, [PEACTABIEHHBIX Ha
aKcmepTH3y dKcTparupoBain OydepusiM pactBopoM HemDirec! Diluent Buffer nsa waca npu
KoMHartHOH temmneparype. Ilocne ueHTpudyrapoBaHus HAAOCANOYHYIO >KHAKOCTH HAHOCHIK B
yrirybsrerue KacceThl, COOTBETCTBEHHO MHCTPYKUMM 110 npumeHenmio. ITocne sxcnosuumy B TeyeHue
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10 MuHYT 6BIIO BBISBJEHO HAJIHYME TONBKO MONOCH KOHTPOJIS, ITOJIOCA Pe3ybTaTa BO BCeX 00BEKTaX
ne BuiapieHa. TakuM o6pa3om, BO BCEX MCCIENOBAHHEIX cnejax Ha Tpycax (00.1,2), mape HOCKOB
remorniobuHa Yenosexa He 0OHAPYKEHO.

BbIAENEHME THK M3 OB bEKTOB MCCINENOBAHWA W OBPA3IIA KPOBU MATHUTCKOI'O C.J1.

K sripeskam u3 crnenos Ha MYXCkuX Tpycax (06.1,2), K BhIpE3KaM H3 Iapbl HOCKOB
PENCTABIEHHBIX Ha OKCIepTU3y, nobasmsm 5%-Hyro cycrmensuio Chelex-100 u nukyGuposanu 20
MunyT 1pu +56°C. 3aTeMm IepeHOCHNM MpenapaThl Ha KMISLIYIO BOjsiHylo OaHio Ha 8-10 MuH
(Cranpapruas Onepawsonnas [ponenypa, PLICMD M3 P®, 1997r.). Ilonyuennsie npenapatst JJHK
xpamuny nipi +4°C. ,

Boipesku 13 obpasua kposu tpyna Marnurckoro CJL (a/s 2052, m.11) axcrparmposanu
IACTHINMPOBAHHOM BOAOM B TeueHue 30 MuHYT rpd KoMHaTHON TemriepaType. CBOGOAHYIO KHIKOCT
ymansng, nobasisum 5 %-uyto cycnensuo Chelex-100 u muxy6uposanyu 20 MunyT npu 56°C.

3areM [epEHOCHIM IpenapaT Ha KMISULYIO BONAHYIO Oamto Ha 8-10 mmm. (CTampapTHas
Oneparmonnas Ilponenypa, PLICM3 M3 P®, 1997r.). Tlonyuennsiit npemapar JHK xpanunu ripu
+4°C.

AHAJIN3 TIOTTOBOM [TPUHA JUTEXXHOCTH JTHK.

Anamusuposaiy npenaparsl JJHK, Briaenensoit u3 cneoB Ha My)Xckux tpycax (06.1,2), cienos
Ha Nape HOCKOB Y€pHOro uBeTa. AHajnu3 noncnenuduyueckux sapuantos (XX, XVY) nuMopguoro rena
amesniorennsa ("Amel") IpOBOAHIM ¢ MOMONIBIO MOJMMEPAZHOM LIEMHOM peakiuy ¢ HCIIONE30BAHUEM
CHCTEMBI 3H3MMATHUYECKOH aMITuUKauun HasBaHHoro mokyca A.Mannucci, K.Sullivan, P.L.Ivanov,
P.Gill  (1992,1993). IlpomykTbl  moNUMEpasHOH  LENMHOM  peakumd  QPaKUUOHHPOBAIH
snexrpoopernyecky B 8% IJIAAIT n ananmsuposann B Y®-cete mocne oxpammsarus EtBr.
I'eneTnueckuit non onpenesnsam ro Hamuuuio omHoro (XX, rxenckuit) wnme asyx (XY, Myxckoi)
aMITHQHKAMOHHEIX ¢dparMeHTOB. [Monyuennsie Pe3YILTATHL 3MEKTPODOPETHYECKOTO
(ppakuMOHMPOBAHMS NOKYMEHTHPOBANM B BHJAE KOMIBIOTCpHBIX haiinor B (opmare BMP ¢
ucnonp3oBanueM nporpaMmel DNAW (OPT).

MOHOJIOKYCHBIN MTAA®-AHA T3 XPOMOCOMHOW JIHK YEJIOBEKA.

Ananmzuposanu npenaparsl JIHK, BeienenHol u3 cienoB Ha Myxckux rpycax (06.1,2),
obpasua kposu Tpyrna Marnutckoro CJI. (a/s 2052, m.11). MccneoBanue npoBoLuiM HEOXHOKPATHO.
Tunupopauue nomumopdueix STR-noxycos JAHK npoBomumi ¢ mOMOIBIO HONMMEPA3HON NEMHOMH
peaKiyy ¢ UCHONL30BAHMNEM CUCTEMB] SH3HMATHUCCKON aMmTU(UKALHY YKa3aHHEIX JIOKYcoB: F13A,
LPL, D13S317, D3S1358, F13B, D16S539, D5S818 - naGopor peareHToB misi MACHTH(PUKALMH
nmaynocty «HII® ATI-buorex» COOTBETCTBEHHO, PYKOBOACTBYSACH METOAHYECKUMH YKa3aHUSMH
NO98/253 «Mcrmone3oBafie WHIMBHIYaNU3MPYIOWKMX CHCTEM Ha OCHOBE IMOIMMOpGOH3Ma [UIHHBI
ammmuukaunonnsix  ¢parmentos  (TIJA®) JIHK B cyneOHO-MENMUMHCKOH  SKCHEPTH3E
MACHTHGHKAIIME JTMIHOCTH ¥ YCTAHOBJEHMS poncTsa» (yrBepiuaens Munsapasom PO 19.01.1999r.).

[TponyKThl IMONKMEPA3HOR LENHOR peakiui (PpakuMOHHPOBATIM INIEKTPOPOPETHYECKH B rejie
arapossi u [IAAl u anamusupoBanu B Y®-ceere nocne OkpawimBaus 3THAMYMOPOMMAOM H B
BAMMOM CBeTE TMOCNE OKpalIMBaHUS HUTpaTOM cepebpa. Pasmepnr aMnmuduuupoBaHHBIX
¢parmenros renomuoit JHK onpenendnu ¢ uCnone30BaHueM BHEIIHKMX CTaHAApTOB MOJEKYNAPHBIX
Mace IyTeM HEMOCPEACTBEHHON agpecalyiy. .

[Togyuckusie pesynbrarsi 3JEKTPOGOPETHYECKOrO (HPaKUHMOHMPOBAHHS HOKYMEHTHPOBANM B
Bupe rpaduueckux dainos B popmare BMP ¢ ucronszosannem riporpammel DNAW (OPT).
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CpaBHuBaiv HHIAMBUAYATbHBIE TEHOTHIIHYECKHE KOMOMHALMM ajutenbhbix BapuanTop ([TJAD-
npodumi) ykazasueix STR-moxycos B npenaparax JJHK, ssinenensoit u3 065eKTOB HCCIEROBAHHA M
obpasua kporu Marnutckoro C.J1.

PE3YJAbBTATBHBI
. . Tpyn
Obbext Mg;;;i?c Marnawurckoro
Jlokyc CJL
61,2 | (/p2052,.11)
F13A 6,16
LPL 10,12
D13S317 | Tenorun 8,12
D3S1358 He 16,18
F13B | ycranosiex 10,10
D16S539 11,13
D5S818 ‘ 9,10
Amel XY UzpecTen
' (MYXCKOH) (MyxCKOit)

1. Ilpu Tanuposanny JHK, BeigeneHHOM W3 clenoB Ha OpeNCTABACHHBIX U HCCICHOBAHHH
MYXCKEX Tpycax (06.1,2) amenoreHMHOBOH CHCTEMOM ONpeAeneHHs [OJa B Iperaparax
HETEeKTUPYETCH O ABa aMIIH(UKaMOHKEIX pparMeHTa pasmepoM 106/112 m.H., 4TO COOTBETCTBYET
myxcromy (XY) reneraeckomy noiy. IIpu nonsirke yCraHOBUT MHAMBHAYANbHbIE TEHOTHITHYECKIE
Xapaxkrepuctris gamnoro npenapata JHK nyrem TTHA®-tunupopamus monumopdurix STR-
JIOKYCOB, I'eHOTHIl HE YCTAHOBJEH, YTO BEPOATHO 00ycnoBneHO kpaiHe Hu3kuM ypoeHem JHK B
npenapare (HIKe Opora 9yBCTBHTENBHOCTH HCIONB3YEMBIX METOLOB).

2. B npenaparax [JIHK, srinenenuo#t M3 mpenctapneHsoi Ha JKCHEPTH3Y I1aphl HOCKOB -
II0JIHOCTBIO OTCYTCTBYET MarpyHast akruasrocth JJHK.

[Mo-prmamomy, lauusle npenaparel He cogepxar [HK wiu cozepxkar ucuesaiomee Manoe
KOJIHYECTBO - HMIKE [TOPOTAa TYBCTBHIEIBHOCTH HCIONB3YEMBIX UACHTH(DHKAMOHHBIX CHCTEM.

B 10 Xe Bpems, Takod pesynsrar (OTCYTCTBHE MarpwyHOM axtusHocTH JIHK) Moxer
OOBACHSITHCS W APYTMMH JIPYYMHAMHE, 2 HMEHHO: HHIHOHpOBaHMEM IONMMEPA3HOR LENHON peaKiiiu
BCJICICTBHE HEAOCTATOYHON OUMCTKM NPENapaToB, H/MIM U3MEHeHHeM xummuueckoil crpyxrypst JJHK
ITOJ( BO3REHCTBUEM HEONArONPHUATHBIX (aKTOPOB BHEIIHEH CpEBL.

Jnst BBIACHEHMS NPUYHAH OTCYTCTBUS MATPUYHON AKTHBHOCTH HCCIEAYEMBIX HpErNapaToB
NPOBOAMIM KOHTPOJILHBINA KOaMINHPUKAUKMOHHBIH TecT (Turmmporany cMmech asyx JTHK mo mokycy
puMopdHOro rema aMesoreHuHa; OBUIM HCNONB30BaHB! cradmapTHeld npenapar JHK ¢ ussectHoi
IONOBOMH MPUHAMTISKHOCTRIO (MyKckast) u npenapatsl JJHK, BoiiefleHHOM M3 NMpeacTaBieHHOM naps!
HockoB). B  peaymprate Tecta onektpodopeTHueckd OBUIO  BBIABAEHO HAIMYKE  ABYX
aMIUIMPUKaLOHABIX (parMeHToB pasmepoM 106 m 112 mH.,, YTO COOTBETCTBYET OXMZAEMOMY
[MyxcKoMmy reHeTsueckoMy noiy]. DTO NO3BOMSET cuenarbk BHIBOK OO OTCYTCTBHM HHIHOMpOBAHMS
peaxuHy.

Takum 06pasoM, NONYYEHHBIH OTPUUATE/BHBIA DPE3YJLTAT, MO-BHAHMOMY, OOBJCHAETCA
U3HAYANBHO MAJBIM KOJIMYECTBOM IEHETUYECKOrO Marteprasia B yKa3avHbIX Hpeiapatax (HWKe nopora
YYBCTBHTENBHOCTH MCIIONL3YeMbIX MeTonoB), unu paspyurenneM JIHK B npouecce Ouomerpanarum
110/ BO3ACHCTBHEM HEONArOIpHATHEIX (PaKTOPOB BHELUHEN CpebI.

Ykazanusie 06CTOSTENHCTBA HE MO3BONAIOT YCTAHOBUTE HHIAMBHIYATH3HPYIOUIIOIO ITONOBYIO
OPHHAIUIEXHOCTh HCCIEROBAHHBIX OOBEKTOB.
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BBIB O JI bl

W3 npeicTaBieHHbIX Ut HCCIENOBAHUS MYXKCKHX TpycoB (00.1,2) ObIIM MOMydeHB! NMpETapaThl
HHK, ¥ npoBeseHO uX 3KCMEpPTHOE MCCIAEHOBAHME C IIPUMECHEHHMEM METOAOB MOJIEKYJISIPHO-
FeHETHYCCKOW HHIWBUAY ATI3ALMM.

B xone JKCNEePTH3El YCTAHOBJICHO!

1. Ilperaparer JJHK, BBIACHEHHON M3 CIEOB Ha MYMXCKHX Tpycax (00.1,2), UMEIOT MYMKCKYIO
N0JIOBYIO NPHHANIEKHOCTD.

ITpu tunuposannn [{HK, BbIIeNeHHOM U3 NPENCTABIEHHBIX MYIKCKHX TPYCOB, HHAMBHAYaIbHBIE
PEHOTHIIMMECKHE KOMOWHALMM He yCTAHOBJEHBI, YTO, BEPOSTHO, OOYCIIOBIEHO KpaHHe HH3KUM
yposreM JIHK B nperiapare (Hypke mopora YyBCTBHTEIBHOCTH HCMOJb3YEMbIX METONORB).

Takum 00pa3oM, MPENCTABICHHbIE MYXCKHE TpPYChl He NPHFOTHbI UL MOJEKYIAPHO-
FEHETHUECKOrO HCCISAOBAHMS [TYyTeM THIHPOBAHMS SIHEPHEIX (xpoMocomubix) Mapkepos JHK, yro ne
TO3BONIACT YCTAHOBHTE MX HHIAMBHAYANH3UPYIOUME TCHOTUITMYECKHE XaPAKTCPUCTHKH.

2. Hpu nccnenosanum mnpenaparos JHK, BelmeneHHOW H3 1IpeACTaBICHHOH Iaphl HOCKOB,

. HHIIBUAYAUIHPYIOIUUE ['CHOTUNIMYECKHE XapaKTEpPHCTHKY He YCTAHOBJCHBI, UTO, [10-BHANMOMY,
’ 0OBACHSETCS OTCYTCTBHEM HJIM HM3HAYANBHO MAJBIM KOJMYCCTBOM I'eHETHUECKOTO Marepuana B
npenaparax (HIKe II0pora 4yBCTBHTENBHOCTH MCTOMB3YeMBIX METONOB) unu paspywenuem [JHK B

nporecce Guonerpafaldy No4 BO3AeHcTBHEM HEOIAronpUsITHBIX (JaKTOPOB BHEINHEH Cpebl.

Ykazanuple 0OOCTOATENHCTBA HE  TO3BOSIOT  YCTAHOBUTH  [OJIOBYIO  DPUHAIIEKHOCTD
UCCIIELOBAHHBIX OOBEKTOB.

3. YeraHoBneHB! MHAMBHAYalbHEIE FEHOTHIMYECKHE XAPAKTEPUCTHKU 00pasua KpoBH Tpyna
Marnmuteroro- CJI (a/82052,M.11), xoroprie Moryt O6biTh HCHOJIBE30BAHBl IS AaibHEHIIETO
CPaBHMTEIbHOTO HCCIIEAOBAHUS (CM. TaOJIMILY).

4. TlpoBencHHbIMH HCCHEHOBAHHAMH Ha MYXCKHX TpycaX, Iape HOCKOB CELOB KDOBH He
ofHapyxexo.

5. Ycranosnenue Hangqus CHEAOB I0OTA, HMUATENUS U JPYIHX «BEIECTB OHOAOTHYECKOIO
TIPOMCXOXACHHSY) He BXOAMT B KOMIUCTCHIUMIO DKCIIEPTa MOJEKY IS PHO-TI'CHETHYECKOT0 OTHETEHUSI.

6. B cBa3u ¢ otcyrcruem 6a3nl naHHbIX nposepka JHK-npoduns mo cheny4eram Ha JaHHEBIH
MOMEHT HEBO3MOXKHA.

CyneOro-MeAUITHCKHH IKCITEPT: / Amuesa H.I'./
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