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NucTpykums npeanasHadena ais cneunanucros HUM, menquumackux HIIL,
MEJIMKO-TEHETUUYECKUX IEHTPOB, 3aHUMAIOIIMXCS JIA0OpPaTOPHOW JHUArHOCTUKOM
FE€HETUYECKUX 3a00JI€BAaHU.

INEPEYEHb HEOBXOJIUMOI'O OBOPYJIOBAHUS, PEAKTHUBOB,
IMPENAPATOB, U3JIEJIUIM MEJUIIMHCKON TEXHUKH

— CBETOBOM OMHOKYJISIPHBIM MUKPOCKOII JIA00OpaTOPHOTro/mpodhecCuOHaTBHOTO
KJIacca ¢ UMMEPCHOHHBIM 00beKTHBOM %100, o6bekTHBamMu %20/40/60

— CTEepUJIbHBIN OOKC (JTAaMUHAPHBIH)

— wuHKyOarop (oOecredeHre TeMIepaTypbl KyJbTUBHPYEMOTO MaTepuaia
37°C)

— nentpudyra madoparopnas (1000-3000 06./mun, 120 g)

— BOPTEKC

— XOJIOIMJIBHUK C MOPO3WIIBHOM KaMepoun

— BBITSDKHOM 1IKag

— BoJsiHas OaHs

— KOHTEHHED JIJIs TPAHCTIOPTUPOBKU KPOBU

— KOMIUIEKT aBTOMaTHYSCKUX MUKPOTTUIIETOK C HAKOHEYHHKAMU

— IIpEeIMETHBIE CTEKIIa

— CTepUJIbHAA MOCY1a JUISl KYJIbTYPhI KIIETOK:

e mpoOupkHu i KyJIbTUBUPOBAHUS O0BEMOM 15 MJI WM CTEKIISHHbBIC
dnaxonsl 06bemMom 20-30 M

e quneTku oobemoM 1 mir, 2 mi, 5 mut, 10 Mt

e srneHaopd-npodupku 06beMoM 1-2 M1 I XpaHEHUS] peaKTUBOB

— pacTBOp HATPHUEBOM (JTUTUEBOI) COJIM rernapuHa

— KyJIbTypaJibHasl MUTaTeIbHAs cpesia (PEKOMEHAYIOTCS JUIsl UCTIOIb30BaHUS:
RPMI 1640, cpena Urna (Eagle), MEM, cpena 199, Ham’s F10, np.)

— CBIBOPOTKa KPOBH (MPUMEHSIIOTCS SMOpPHOHANbHAS TEJNsA4Ybs CHIBOPOTKA,
CBIBOPOTKAa KPOBU KPYIHOTO POTraToro CKOTa WJIM JIOMIaJHW, CHIBOPOTKA KpPOBU
YeJI0BEKa U JIp.)

— QHTUOMOTUKHN — CTPENTOMUIINH, IEHUIIUIUIHH, TCHTAMHUITUH

— L-rimytamun

— mutoreH — ¢uroremarrmotuauH (PI'A), ontumanbaa popma M

— OJIOKaTOP MUTO30B — KOJITIEMU/ WJIH KOJIXUITUH

— comu KCl (xu wim yaa), NaCl (xu wimn uyna), Na,HPO, (xu wiu yza),
KH,PO, (x4 niam yna)

— JIeNITHAs YKCYCHasl KUCJIOTa

— 9TaHOJN WJIM MeTaHoN (MPUMEHSIOTCA CHUPTHl a0COMIOTHBIN Wi 96%)
(McoNB30BaHME MeETaHOJNAa TpeOyeT HaIMuus CIEUUaJIbHOTO pa3pelieHus Ha
XpaHEeHUE U TPUMEHEHUE)

— tpuricuH (aktuBHOCTH 1800 BAEE en/mr)

— Kpacurenb ['um3a

— UMMEPCHUOHHOE MacIIo.

B nmampHelimem mnpuBOAATCS HamOoliee YacTO HUCIOJIBb3yeMbie  (DOPMBI
yKa3aHHBIX PEareHTOB, 3apETUCTPUPOBAHHBIX WA MPOXOASIIMX PETHCTPAII0 HA



teppuropun PecnyOnuku bemapych M pEKOMEHJOBAHHBIX K HPUMEHEHUIO
MuHHCTEPCTBOM 31paBOOXPAHEHUS.

INOKA3AHUSA K IPUMEHEHUAIO

JlnarHocTuka XpPOMOCOMHOM HECTaOWJIIBHOCTH 10 TPUBEICHHOM CXeMe
MIPOBOJUTCS MAIMEHTAM:

® P KJIMHUYECKHU IPEANOIaraéMoM CHHIPOME ATAKCUHU-TEJICAHTUIKTA3UU
(AT) (OMIM #208900),

® [IpuM KIMHWYECKH npeanonsaraemMmoMm cunapome Hwuxmeren (CH)
(OMIM #251260),

e y cubcoB mpobaHma C IEIb0 paHHEH MPECUMITOMATHYECKOM
JIMarHOCTHUKH.

IMPOTHUBOIIOKA3AHUA JJISA IPUMEHEHUS
Her.

MPUHIUIBI IUTOTEHETUYECKON TUATHOCTUKH AT M CH

JlaHHBIE CHHJIPOMBI XapaKTEPHU3YIOTCS IMOBBIIIEHUEM YaCTOThl CIOHTAaHHBIX
abeppanuii xpomocom (AX), CBSI3aHHBIM C TMUIEPUYYBCTBUTEILHOCTBIO XPOMOCOM K
VMOHU3UPYIOLIEH paguanuu, paluOMUMETUKAM, IPYTUM MyTareHHbIM (DaKTOpaM.

[maBHOW IIUTOTEHETHYECKON  XapaKTepUCTHKOM 000oMX  3aboJeBaHUiA
SBIIAETCS HAJMYUME B COMATHYECKUX KIIETKaX OOJIbBHOTO CalT-crienu(puuecKux
CTAOWJIBHBIX KJIOHOBBIX a0eppauuid XpoMOcOM. SIBISISICE JAMArHOCTUYECKUMU
UTOT€HETUYECKUMH MapKepaMu JaHHbIX CHUHAPOMOB, 3TH XPOMOCOMHbIE
NEPECTPOVMKHU 3aTParuBarOT CTPOrO OINpeeTeHHbIe TOKyCchl p13 u q35 B xpomocome
7 u toukum qll 32 B xpomocome 14. C BOBJCYCHHUEM JaHHBIX CETMEHTOB
NPOUCXOIUT (HOPMUPOBAHME M HAKOIUIEHHE B KJIETKaX OOJIbHOTO PELHUIIPOKHBIX
TpaHCJIOKAIMi, HHBEpCHi, nenenuid u ap. Hanbonee pacnpocTpaHeHHBIMU U3 HUX
apisroTcest inv(7)(p13q35), inv(14)(ql1q32), t(7;7)(p13;q35), t(14;14)(ql11;932),
t(7;14)(p13;q11), t(7;14)(q35:q11), t(7;14)(q35:932).

Yacrora kietok ¢ MapkepHbiMu AX moxer npesblmiate 10% npu AT u
nocturate 25-30% y OonpHbix ¢ CH. BnocnenctBum KiIeTKH, HECYLIHE TaKue
mapkepHbie AX, (HOpMHUPYIOT KJIOHBI, B KOTOPBIX BKIIOYAIOTCS MOJIEKYJSAPHO-
F€HETUYECKUE TPOLECCHl MAIIUTHU3ALIMH.

Jns o6onpHbix ¢ AT u CH xapakrepHbl Takxke crabuwibHble AX,
BOBJICKAIOIINE KPUTHUECKHE CETMEHTBI XpOMOCOM 7 U 14 B COYETaHHM C PYTUMU
xpoMocomamu. HaOmrogaroTcs OUUEHTPUYECKHME XPOMOCOMBI, BO3HHUKAIOIIKME B
pe3yJIbTaTe TEIOMEPHBIX CIUSIHUM.

YacToTa Bcex yka3aHHbIX AX SIBJISIETCS JUArHOCTUYECKHA 3HAYUMOM.

JIns UMTOreHETUYECKOM NMArHOCTHKM HAJO0 pacloyararb 3HAYEHUSMH JIBYX
LUTOT€HETUYECKHUX NTOKA3aTEIEeH:

e cyMMapHas yactora Bcex AX B KyJbType IEpBOr0 MUTO3a 1n Vitro,

® YacTOTa MapKepHbIX calT-cnenupuyeckux AX ¢ BOBICUEHUEM XPOMOCOM
7u 14.



KynsTuBupoBanue nuM@onutoB mnepudeprudecKkol KpOBU TPOBOIUTCS TIO
JIBYM METOJIMYECKUM CXEMaM:

— 48 yacoB KyJIbTHBUPOBAHMS — JJIS IMOTYUYEHHUS MaTepuaia rmepBoro MUTO3a
Y aHAJIM3a 9aCTOTHI U CIIeKTpa AX, paBHOMEPHO OKPAIICHHBIC XPOMOCOMBI,

— 72 dYaca KyJbTHUBUPOBAHMS — JJI1 KAPUOTUIUPOBAHHWS | aHAIN3A
CTaOMIBHBIX KIOHOBBIX AX, muddepeHnnarbHo okpameHHbie Xxpomocombl GTG-
MetozoM (I'um3a-Tpuncun-G-nuddepeHnnanbHas cerMeHTalus XpOMOCOM ).

IIpuroroBJ/ieHne pacCTBOPOB U PeareHToOB

o PabGoumii pactBop remapuna 250 ME/mn B KyasTypanbHOU cpene

RPMI 1640 (m1st oTedecTBEHHOrO MpoOayKTa, pactBopa remapuna 5000 ME/mi,
HeoOxoauMo pasBeneHue 1:20 cooTBeTcTBeHHO). DIaKOH IS B3ATHS 0Opa3IoB
KpoBU JOkeH coaepxkarth 0,1 mi pacTBOopa remaprHa Ha Kaxkablid | Mi1 B3STOM
L(EJIBHOU KPOBH.
[Tpumeuanune. Heobxooumo yuumwvieams, umo yseiuyeHue Koauuecmea 2enapund
oxasvlgaem He2amueHoe GIUAHUE HA  OdlbHeluwlee  KYIbMUBUPOBAHUe U
Mumomuveckue — Oelenusi  KIemoK,  NOdMOM)  Hpesblulenue  YKA3aHHOU
KOHYeHmpayuu HeOOnyCmuMo.

e PactBop ®PI'A rOTOBIT B COOTBETCTBHUM C YyKa3aHUSIMU (PUPMBI-
MPOU3BOJIUTENSA, MPUTOTOBJIECHHBIA PACTBOpP Pa3MBAIOT HAa AJIUKBOTHI MO 1 MII H
xpansT mpu -20 °C.

e Pabouwnii pacTBOp aHTUOMOTUKOB MNEHUIUUIMH-CTPENTOMUIIUH HUMEET
CICAYIONIYI0 KOHIIEHTpamuio: crpentoMuiiud — 10000 MKr/mi, NEHUIUIIUH —
10000 ME/mn. ogun mi paboyero pactBopa aHTHUOMOTHKOB BHecTH B 100 mu
MUTATEIbHON KYJIbTYPaIbHON CPEMBI.

e Koneunass koHueHtpauusi L-rinyramuHa B KydbTypalibHOW cMecu — 1%
wm 0,3 wmr/mn. ®opma Beimycka B pactBope — 200 MM (M = 146).
[IpHroToBJIEHHBINH PACTBOP Pa3IMBAIOT HA aJIMKBOTHI U XpaHaT mnpu -20 °C.
[Tpumeuanue. Pacmeop L-enymamuna necmoex, Xpawumcs 6 3aMOPONCEHHOM
cocmosinuu 0o 1 2ooa.

e PabGoumnii pactBop Kkommemuga — 10 wmkr/mi, pabouuit  pacTBOp
koaxunuHa — 30 Mxr/mi. Xpauuth npu +4 °C B Teuenue roga. bonee mmrenpHoe
XpaHeHHEe PACTBOPOB BO3MOXKHO 11pH -20 °C.

e [unoronunueckuii pactBop — 0,075 M KCl1 (5,6 r KCI pactBoputs B 1000
MJI JUCTUJIMPOBAHHOM BOBI).

e ®dukcatop — cMech 3TaHoJa (METaHOJIa) U JEASHON YKCYCHON KUCIIOTHI B
COOTHOIIEHHH 3:1 COOTBETCTBEHHO.

[Mpumeuanune. Duxcamop Hecmoex npu xpaumeHuu. Heobxooumo ucnorv3oeamo
MONLKO  CBEHCeNPUSOMOBIIEHHBIU U  OXAANCOEHHLIU 6 MOPO3UIbHOU Kamepe
Guxcamop.

e PactBop Tpuncuna: 0,25 r nopoiika TpuncuHa pactBoputh B 100 M
JTUCTUUTMPOBAHHOM BOJIbI. PacTBOp pasnuth B mpoOupku 1mo 10 M1 ¥ 3aMOpO3UTb.

e bybep mma tpuncuna (pH 7,2-7,3): pactBopute B 1000 ™
muctrwiunpoBanHor Boabl 8 T NaCl; 0,4 r KCl; 0,725 r Na,HPO,;, 0,12 v KH,POy;




npoBepuTh 3HaueHune pH. PactBop XpaHWTCS Npr KOMHATHOW TEMIIEparype 10
1 mecsna.

e bydep misa kpacku (pH 6,8), HeoOxo1UMbIe pacTBOPHI TOTOBSIT 3apaHee:

1. 0,07M pactBop KH,PO,: pactBoputrs B 1000 M3 IUCTHUIIMPOBAHHOM
BoJbI 9,53 r KH,PO,.

2. 0,07 M pactBop Na,HPO,: pactBoputs B 1000 M AMCTHUIIIMPOBAHHOMN
BOIEI 9,94 T Na,HPO,.

Jnsa nonyuenus Oydepa pacTBOphl CMEUIMBAlOT B cooTHomeHuu 1:1
HETNOCPEICTBEHHO Mepe] ynoTpebjaeHrueM, HeoOXOAMM KOHTpoJib 3HaueHus pH.
Bydep He noanexuT XpaHEeHUIO.

OIIUCAHHUE TEXHOJIOI'MA UCITOJIb30OBAHUASA

CIIOCOBA

IHonyueHue, XxpaHeHHe U TPAHCIIOPTHPOBKA 00pa3L0B KPOBH

[lepudepuueckas BeHO3HasE KPOBb (2—5 MII1), B3sATasi B CTEPWIbHBIN HINPUII,
NEPEHOCUTCS B CTEPUJIbHBIN (PIIAaKOH C pacTBOPOM TIeMapuHa, CMECh OCTOPOKHO
nepeMeIInBaeTcs.

TpancnopTupoBka 00pa3lOB KPOBU TMPOBOAUTCS B  H30JMPOBAHHOM
KoHTelHepe. [Ipu TpaHcopTUpOBKE clieayeT n30eraTh HaKJIOHA U OMPOKU IbIBAHUS
¢uakonos. IIpu komuaTHOM Temieparype (mo 25 °C) o6pasisl KpPOBH MOTYT
COXpaHATHLCA He 0olice CYTOK, NpH Temieparype +4—+9 °C B H30IMpOBAHHOM
KOHTEHMHEPE — 10 HECKOJIBKUX JTHEH.

BaxkHo y4uTBHIBaTH, 4YTO Yy TNALKMEHTOB C CHHJIPOMAMU XPOMOCOMHOMU

HECTAOMJIBHOCTH KJICTKH JIMM(OIIMTOB XapaKTePU3YIOTCSI CHUKCHHBIM OTBETOM Ha
nericteue OI'A, u KynbTypa, KaKk MPABUIIO, UMEET HU3KUA MUTOTUYECKAN WHJIEKC.
BcenenctBue 3TOro AnuTeNnbHOE XpaHEHUWE O0pa3loB KPOBH HE PEKOMEHIYETCS.
XpaHeHHe U TPAaHCTIOPTUPOBKA 00pasiia renapuHU3UPOBAHHON LIETbHONW KPOBU MPHU
Temmeparype Hiwke +4 °C He JOImyCKaeTcsl.
[Ipumeuanue. B cinyuasax, koeoa obvem 63amou Kposu Heseaux (I—1,5 mn), npu
XpaHeHuu u mpancnopmupoeKe eCmb ONACHOCMb BblCbIXaHUsi 00pa3ya 6 nocyoe
bonvuoeo obwvema. Bo uzbescanue smoeo k umerowemycs odvemy HeoOX0OUMO
0obasums 0,5—1 M1 cmepunbHOU Ky1bmypaibHOU NUMAMeENbHOU cpedbl, Ompa3umas
MYy UHDOPMAYUIO 8 CONPOBOOUMENbHBIX OOKYMEHMAax U 8 NOONUCIX HA ()1aKoHe, a
no3oice Y4umulamy 2mMo pazeeoenue npu noCmMano8Ke KiemoyHol Kyabmypbi.

HNudopmarust 0 OMOIOrHYecKoM MaTepHalie, MocTynaroieM B 1abopaTopuio,
JOJKHA 3aHOCUTBCS B JlabopaTopHbli peructp. KaxaoMmy oOpasiy nmpucBauBaeTcs
COOTBETCTBYIOIIMN HOMEP, OTPAKAIOIINM MTOPSAIKOBBIA HOMEDP MTOCTYIUIEHUS U JaTy
MOJy4yeHUsl. DTOT HOMEP TMEPEHOCUTCS Ha HJTUKETKH  (PJIaKOHOB  JJIs
KyJbTUBUPOBAHUS 00pa3lia W Jajee COXpaHsSeTCs Ha BCeX dTamax 00pabOTKH U
aHanM3a Martepuana (MOcTaHOBKa M 00paboTKa KyJbTYphl JUM(OLUTOB
nepudepuueckoil  KpoBH, TPUTOTOBJICHHUE W  aHAIU3  IUTOTCHETUYECKUX
penaparoB, XpaHEHHWE CYCHEH3UW KIETOK). MapKupoBKa KyJbTypajbHBIX
G1aKoHOB W IMTOTEHETHMYECKUX TMpernaparoB JIOJDKHA OTpaXarb Bpems
KyJIbTUBUPOBaHUS TKaHU (48- miam 72-yacoBas KyjibTypa), Apyrue OCOOCHHOCTHU
KYJbTYPHI.




IIpoueaypa nocTaHOBKH KYJIbTYPbI JUM(POUUTOB (IIOJTYMHUKPOMETO/I)

[ToaroroBurenbHbie pabOThl U TOCTAHOBKA KYJIbTYpPbl KJIETOK BBITTOIHSIOTCS
B CTEpUJIbHBIX YCIOBUSAX. Bo ¢akoH KyJnbTypalbHOM cpeibl BHECTH pabouuii
pactBop L-rmyramuna B pacuere | mi Ha 100 mi cpenbl W moamucarbh Oaty
BHECEHHS.

[Ipumeuanue. Cpok coxpanenus axkmueHocmu L-enymamuna 6 KyJIbmypaibHOU
cpeode — 1 mecay, nocie ue2o 5mom KOMHOHeHm 00JiceH Obimb 000asleH GHOBb.

Ilpuzomoenenue KynomypaibHoii cmecu

e 55 mMn kynerypainsHou cpensl RPMI 1640 (cnegyeT KOHTpOIMpPOBATh
MOCJIETHIOKO 1aTy BHECEHU L-riryTamuHa)

e 0,5 M3 5MOpHOHANTBHON TEISTYBEH CHIBOPOTKU

e 0,5 mu nepudepudeckoil KPOBU

e DI'A (kKoHeyHas KOHIIEHTpalusi PAacCCUUTBHIBAETCA JUIsi MHUTOTECHOB
COTJIaCHO YKa3aHUsM (DUPMBI-TIPOU3BOIATEIIS)

[Ipumeuanue. [lpesviuenue onmumanvuvlx xouyenmpayuti DIA  evizvieaem
moxcuyeckutl d2¢hgexm u cHudsHcaem MUumomudecKull UHOeKc Ky1bmypol.

Knerounyto KyneTypy uHKyOupytot rnpu 37 °C B Teuenue 48 wiu 72 u.

Oo0padorka KyJbTYpbI JUMGOUNTOB NeprdeprnuecKkod KPOBH

1. 3a 45-60 MUH 10 OKOHYAHUS KYJIHTUBHUPOBAHUS BO (PIIAKOH HECTEPHUIIHLHO
BHECTU PAcTBOp OJIOKaTOpa MUTO30B (KOJLIEMH]T — KOHe4YHas koHieHTpauus 0,1
MKT/MJ1, KOJIXUIIMH — KOHEYHasi KoHIeHTpamus 0,3 MKr/mi).

2. Tlo OKOHYaHWUU OKCIO3UIMU KOJXUIIMHOM/KOJIIEMHIOM J00aBUTh B
npobupky 2 wmi runoroHudeckoro pactBopa 0,075 M KCl (mpeaBaputenbHO
nogorpeToro 70 37 °C) u TIaTeabHoO MepeMeliaTh.

3. Hentpudyruposars cmech npu 1,5 ThIC. 000POTOB B TeUCHHE 7—8 MUH;
OCTOPOXKHO YAAIUTh HAIOCATOUYHYIO >KHUJIKOCTh, OCTaBiisAsl B mpobupke 0,5-1 miu
CYCIIEH3UU; THIATEJIbHO PECYCIIEHUPOBATh 0CA0K C TIOMOLIBIO BOPTEKCA.

4. B npoOupky n006aBuTh 8 MJI TEIJIOTO THIOTOHUYECKOIO pPacTBOpa,
THIATEIBLHO TIepeMelaTh, MOCTaBUTh Mpooupky B TepmocTatT (37 °C) Ha 12—18 muH.

5. B mpobupky BHectm 1 wmi ¢ukcatopa, THIATEIbHO MepeMeniaTh
COJICP)KUMOE MPOOUPKH.

6. Lentpudyruposats cmech npu 1,5 ThIC. 000POTOB B TeueHUE 7—8 MHH.;
OCTOPOXKHO YHAIWTh HAJOCAAOYHYK JKHAKOCThb, ocTaBisas 0,5-1 mun cmecu;
THIATEJIBHO PECYCIIEHANPOBATh 0CAJO0K C IOMOLIBIO BOPTEKCA.

7. B npoOupky no6aBute 10 mi ¢ukcaropa, TUIATENbHO I€pEeMEIlaTh,
OMECTUTh NPOOUPKY B MOPO3MWIBHUK Ha 25-30 MHUH.

8. Llentpudyruposars cmech npu 1,5 Thic. 00OPOTOB B T€UEHHUE 7—8 MUH,;
OCTOPOXHO YJaluTh HAN0CATOYHYK KUAKOCThb, ocrtaBimss 0,5-1 mn cwmecu;
TIIATEJIBbHO PECYCHEHAMPOBATH OCAZO0K C TOMOIIBIO BOPTEKCA.

9. IloBropuTth maru 6—8 He MeHee IBYX pa3 (BCEro He MEHEE TPeX CMEH
¢dukcaropa) 10 nmoyiy4eHus: OECIBETHON MPO3payHOM HaJ0CaI0YHOM kuakocTu. Ha
ATOM CTaAUMU CYCHEH3US KIETOK MPUTOJHA JJI MPUTOTOBJIEHUS IUTOIN€HETUYECKUX
MpenapaToB WU AJIsl JNIUTEIIbHOTO XPaHECHHUS.




10.Ilepen mpUroTOBIIEHWEM MpPENApaTOB M3 OCAJKa, HAXOAMBILIETOCS Ha
XpaHeHuH, He0OX0IUMO ceNaTh 3aMeHy (UKcaTopa, JJIsl Yero MOBTOPUTH Iaru 6,
7 u 8 (ucnosnb3oBath 10 MJ1 CBEKEMPUTOTOBIECHHOTO (PUKCcaTopa).

11.Xpanute 3aUKCUPOBAaHHYIO KJIETOYHYIO CYCIIEH3UIO CJIeayeT B
MOpPO3WIBHOM KaMepe npu Temmeparype -20 °C.

Oxpacka HIMTOreHeTHYeCKUX NMpenapaToB

Cmanoapmuoe pagHoMepHoe OKpauU8aHue XxpomMocom

Crakan 1: 50 mn 4% pactBopa kpacutenss ['mm3a B dochatHom Oydepe
pH 6,8

Crakan 2: 50 ma ¢pocdarnoro 6ydepa pH 6,8

Crakan 3: 50 MJI IUCTUIIIIMPOBAHHOM BOJIBI

[Ipenapatel norpy3uth B cTakaH 1 Ha 7-9 MUH, IPOMBITH 2—3 C B CTaKaHe 2,
3aTeéM MNpPOMBITH 2-3 ¢ B crakaHe 3. BpicymuThs mpemapar Ha BO3IyXE B
BEPTUKAIILHOM TOJIOKECHHH.

GTG-memoo

Crakan 1: paGoumii pacteop Tpuncuna Harpersh g0 30 °C (10 mu pactsopa
TpuricuHa cmematb ¢ 40 mi Oydepa mis tpuncuna pH 7,2-7,3, momecTuTh B
BOJsIHYTO O0aHro 32 30 MUH 10 HCTIOJIB30BAHMS)
[Mpumevanwue. Januwvii 06vem pacmeopa paccuumau Ha obpabomky He boaee 10
npenapamoa.

Crakan 2: docdarnbiii Oydpep ans tpuncuna (pH 7,2-7,3) oxmaguts B
MOPO3UJIBLHUKE J0 MOSBICHUS KPUCTAIOB JIbJ1a

Crakan 3: 4%-# pactBop kpacutens [ 'um3a Ha Oydepe ans kpacku pH 6,8

1. BeiBecTH TeMIeparypy B BosHO#M Oane 10 +30-33 °C.

2. IIpenapar norpy3uts B cTakaH | Ha 6—13 ¢
[Ipumeuanue. Bpems oopabomru pacmeopom mpuncuna noobupaemcs Ha npooHOM
npenapame u 3agucum OmM 6peMeHU XPAHeHUs npenapama, 6uda KiemouHou
KVIbmMypol.

3. Tlpenapar ObicTpO MEpeHECTH B cTakaH 2 U Bbiaepkath 10-20 c.

4. Tlorpy3uth npenapart B cTakaH 3 Ha 6—8 MUH.

5. CnonocHyTh mpenapar AWUCTUUIMPOBAHHOM BOAOW M BBICYIIUTH Ha
BO3/IyX€ B BEPTUKAJIbHOM IOJIOKEHHUHU.

[uToreHeTnyecKkuii aHaJIN3

Kauecmeo npenapamoe memagaznvix xpomocom

Ot0op Merada3HBIX MJIACTUHOK /JIsi aHAIM3a JOJDKEH OCYLIECTBIATHCA C
Y4ETOM CJEAYIOLINX TPeOOBaHUI:

— 000Cc00JIEHHOCTh MeTa(a3HbIX MIIACTUHOK APYT OT Apyra

— LEJNBHOCTh MeTa(a3zHol TIACTUHKU

— 4eTKasi OKpacka XpoMOCOM

— CpEeJIIHSASI CTETIEHb KOHIEHCAIIMH XPOMOCOM

— JIOCTATOYHBIN Pa30pOC XpOMOCOM B Ipezenax MeTada3sHoM MIaCTUHKU

— HebobI0e Yyucio (1-2) B3aUMHBIX MOMEPEUHbIX HAIOKEHUI XPOMOCOM.

Bo3zmoosicnvle cnosxcnocmu u ux npeooonenue

e Manoe konuuecmeo mumo3o6. JInsi OONBHBIX aHEMHEH BO3MOXKHO
CHIKEHHE B KYyJbType KOJIMYECTBA JENAIIUXCS KIETOK, B CBSI3M C YEM




nenecooOpa3Ha IMOCTAHOBKA  OOJIBIIErO  KOJIMYECTBA  OOpa3smoOB  KYJIBTYpbI
auMponuToB. B cirydae OTCyTCTBUS pocTa KyJbTYPhl IPHU MPOBEAECHUU TOBTOPHOIO
KyJIbTUBUPOBAHUSI PEKOMEHAYETCS UCIOIb30BATh IPYTOl MUTOIEH.

e [Inoxoii pazdpoc Xpomocom, 0OCmamoyHas yumoniasma 6 memagazax

— HEZI0CTATOYHAsI MPOAOHKUTEIIbHOCTh TUIIOTOHUYECKON 00paboTKH

— JIONYIIEHBI OIMOKK Ha MEPBOM CTAANKN (PUKCALIUH

— OMYIIEHBI OIIMOKY IPU pacKanbIBAHUU CYCIIEH3UH KJIETOK

— HU3Kasl BJIAXKHOCTb OKPYIKAIOIIEH Cpebl

e Henonnvie memagaznvle niacmuHku

— U30BITOYHAS TPOJAOKUTETIHBHOCTS TUIIOTOHUYECKOM 00paboTKU

— CJIMILIKOM OO0JIbIlIasi BHICOTA pAaCKaNbIBAHUS CYCIIEH3UU

— BBICOKAs BJIQXKHOCTb OKPY>KAIOIIEH cpe/ibl

o Heonmumanvuas KoHOencayusi xpomocom 6 memagazax. CreneHb
KOH/JICHCAIIUU XpOMOCOM 3aBUCHT oT BPEMEHHU BO3JICUCTBUA
KOJILIEMUIA/KONIXUIMHA. DKCIO3ULMS MOXET OBbITh yMEHbIIEHAa JUIsl IMOJy4eHUs
MeHee KOHJIEHCUPOBAaHHBIX XpoMOocoM. OTHAKO COKpaIlleHHe BPEMEHH UHKYOaIiu C
KOJILIEMUIOM/KOJIXUIIUHOM MO>KET MPUBECTU K CHIXKEHUIO KOJIMYECTBA MUTO30B.

Tpedosanus Kk npo6edeHUI0 YUMOZEHEMUUECKO20 AHANUZA U OPOPMIAEHUIO
pe3yibmamos

1. Ananu3 gactotel AX B Meradazax aumbonutoB BbmmomHsercss B 100
KJIETKaX.

[Ipy 1IUTOreHEeTUYECKOM aHalIu3€ PaBHOMEPHO OKpAUIEHHBIX IpEenapaTroB
MPOBOJIUTCS YUET C1edyrousux nokazamesnei (a0COMIOTHOE YUCIIO U %):

—ygacToTa KJIeTok ¢ AX

— cymMapHas yactota Bcex AX

— 4acTOTa MapKEPHBIX KJIOHOBBIX AX

—ygactora AX XpOMaTHIHOTO TUIIA

—ygactota AX XpOMOCOMHOI'O THIa

— 4acTOTa aHEYIUIOUAHBIX, OJUIUIOUIHBIX KIIETOK.

2. Ananmu3  cTaOWIBHBIX  caWT-cnenuuyeckux  (KJIOHOBBIX)  AX,
ABIAOIMXCA 1uTtoreHernyeckumu Mapkepamu AT u CH, BbImosHsETCS Ha
npenaparax, okpameHHbix GTG-metonmom. Heobxomumo anamusupoBathk 100
meTadas.

[Tpumeuanue. Ilpu BrICOKOM yacTOoTe OOHapyX eHUs MapkepHbIX AX 10CTaTOYEH
ananu3 50 metadas.

Kuaaccuduxanus adeppauuii XxpoMocoM

Cnexkmp necneyuguueckux AX

AX xpomamuonozo muna

Xpomatuanas aejenus (cht del, puc. 1). OnuHounbIii pparMeHT OOBIYHO
JIEKUT PAAOM C TOMOJIOTUYHBIM YYaCTKOM HETOBPEKICHHOW XPOMATH/IbI U CMEILIECH
BJI0JIb OCU WJIH I10J] YTJIOM.
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Puc. 1. Xpomatuansie aeqaenuu Cq (a) u A, Fq (0)

BHYyTpMXpPOMOCOMHBIII BHYTPHILIEYeBOH HMJIH MeKIIe4eBoil oOMeH (e).
[lepectpoiika popmupyeTcs Mpu BOSHUKHOBEHUHU JABYX WM HECKOJBKUX Pa3phIBOB
B OJIHOM XpOMAaTH/€ B OJHOM MJIM O0OMX IUI€YaX XPOMOCOMBI U UX IMOCIEAYIOLEM
AHOMAaJIbHOM BOCCOEIMHEHHH.

MexXpoMOCOMHBIN XPOMaTHI0-XPOMATHIHbIH 00MeH (e). Bo3nukaer B
pe3yibTaTe BOCCOEAMHEHHUS pa3pblBOB  XPOMATHJ HECKOJIBKHX  XPOMOCOM.
Konpurypauust takux AX MOXeT ObITh pPa3sHOOOpa3HOMl B 3aBUCHUMOCTH OT
KOJINYECTBA BOBJICUEHHBIX B 0OMEH XpoMocoM. Kak mpaBuio, B pe3ysbTaTe TaKUX
NEPECTPOEK 00pa3yIOTCs XapaKTepHbIE KPECTO- UITU 3BE€3/1000pa3HbIe CTPYKTYPBHI.

AX xpomocomnozo muna

XpomocomHuas aesenus (chr del, puc. 2a). Anentpuueckue obpazoBaHus,
pacrnoyiararolquecss napajuielbHO Apyr Jpyry Omarogaps B3auMOJCHCTBUIO U
TOMOJIOTMM CECTPUHCKHX XPOMAaTHJ M JIeXKalue psAIoM C JAEJIETUPOBAHHOU
xpomocomoii. PasMep mapHbBIX (parMeHTOB MOKET BapbHUPOBATh OT TOYEUHBIX
(MHUH) 10 IJTUHHBIX CTPYKTYP.

AneHTpUYeckuil cBOOOAHBINA MapHbIi pparmeHT (ac, puc. 20). CBoOOIHO
Jexalye — aueHTpuueckue  oOpa3oBaHUs,  MOBPEXKICHHYIO  XPOMOCOMY
UACHTU(PUIUPOBATH HE YIAETC.
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Puc. 2. Xpomocomnuas gesienus Eq (a), anenTpuyeckuii cB000AHBIH NapHblil pparmeHT (0)

AlleHTpU4YecKoe KoJbLO (ac r). AueHTpuyeckas KOjibleBas CTPYKTYpa,
oOpasyromiascs W3 TMapHOro (¢parMeHTa, KOTOPBI BO3HUKAET B PE3yJIbTATe
MHTEPCTULIMAIBHON JIeJICIUH B TIPE/iesiaX OJHOTO IIeda XPOMOCOMBI.



HNuBepcus (inv). OOpa3yeTcs npu BOSHUKHOBEHUHU JABYX Pa3pbIBOB B OJHOM
XxpoMocoMe u moBopore (parmenta Ha 180°. Ilpyu HanMYMKM B MHBEPTHPOBAHHOM
CErMEHTE LEHTPOMEPHI BO3HHUKAET NepuyeHmpuiecKds WHBEPCUS, €CIH Pa3pbIBbl
MPOU3OLILIM B OJHOM IUIede — napayenmpuueckass uaBepcus. [Ipu paBHoMepHOM
OKpalllMBaHUU XPOMOCOM MOTYT OBITh pacHoO3HaHbl JIMIIb MEPULIEHTPUUYECKUE
MHBEPCUHU, ECIIU CTPYKTYpPa XpOMOCOMBI Obljla 3HAUUTEIBHO U3MEHEHA.

KoabueBasi xpomocoma (r, puc. 3a). dopmupyercs B ciydae [BYX
pa3pbIBOB B 000UX IIEYaX XPOMOCOMBI, IEHTPOMEPHAsL YaCTh 00Pa3yeT KOJIbIEBYIO
CTPYKTYpPY, & AUCTAJIbHBIE YUACTKU — COIYTCTBYIOIINN NApHBII (parMeHT.

PenunpoxkHass TpaHciaokanust (t). OOpasyercs Tmpu BO3HUKHOBCHUU
pa3pplBOB B JABYX pa3iMYHbIX XpOMOCOMax U OOMEHe JIUCTaJIbHBIMU
AUEHTPUYECKUMHU Yy4yacTKamMH. [Ipy paBHOMEpPHOM OKpalIMBaHUU XPOMOCOM
3HAYUTENbHAS YaCTh TPAHCIOKAMH MOKET OCTaBaThC HEPACIIO3HAHHOM.

Juuentpuuyeckasi xpomocoma (dic, 36). OOpa3yercs npu BO3ZHUKHOBEHUHU
pPa3pbIBOB B JBYX Pa3JIMYHBIX XPOMOCOMAaxX U BOCCOEAMHEHUU ABYX LIEHTPUUYECKUX
¢parmentoB. Ilpu 3TOM, Kak mpaBuiIo, B MeTapa3zHON IUIACTUHKE MPHUCYTCTBYET
napHblid  (parMeHT, BO3HUKIUMNA TPU CIUMSHUM ALUEHTPUUYECKUX YYACTKOB
MOBPEXKIEHHBIX XPOMOCOM.
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Puc. 3. KoabueBasi xpoMocoma (a); THIEHTPUYECKAS XPOMOCOMA € ALEHTPUYECKUM
¢pparmenTom (0)

Juaznocmuyecku 3nauumoie AX

[ToMmumo mmpokoro cnekrpa AX, pEerucTpupyemMbiX Yy MalHeHTOB C
CUHIPOMAaMHU XPOMOCOMHOM  HECTaOWJIBHOCTH, TIJIaBHBIM JUAarHOCTHUYECKUM
mapkepoM AT u CH sBisroTCs calT-crienuuueckue CTaOuibHbIE NEPECTPOKU
xpomocoMm 7 u 14. Ha puc. 4—6 mpencraBieHbl BapuaHThl abeppamuii XpoMOCcoM,
ABIIAIOIIMXCA IUTOreHeTn4eckuMu mapkepamu cunapoMoB AT u CH, ykaszaHsl
COOTBETCTBYIOILIME MJIEOIPAMMBbI, MEXaHU3Mbl (POPMUPOBAHUS aHOMAJIUN U
HOMEHKJIaTypHble 3anucu corsacHo ISCN, 2005.
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Puc. 4. PenunpoxkHbie TPAHCJI0KAUM € BOBJIEUeHUEM crieliu(pruiecKux cermeHToB 7p13 u
7q35 xpomocombl 7, a Takke 14q11 u 14q32 xpomocomsbi 14

q11 }E ‘ ﬁ .
Q32 —{= ﬂ 5
4

inv(l4)qllg32)

Puc. 5. IlapaneHTpuyeckasi MHHBEPCHsI XpOMOCOMBI 14 ¢ TOUKaMH pa3pbIBOB B CerMEeHTaxX
qll u q32
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Puc. 6. PenunpoxHasi TpaHcJIOKANMsl ¢ BOBJIe4YeHHeM 00erMX rOMOJIOTHYHBIX XpomocoM 14 ¢
TOYKaMHU pa3pbIBOB B cerMeHTax q32 u ql1

HUHTEPIIPETALIUSA PE3YJIBTATOB

AHaaun3 HecnnenuPrIecKoil HeCTAOMIBLHOCTH XPOMOCOM

V¥ nauuentoB ¢ nuarHo3oM AT CH ormeuaercs nosslieHHas yactota AX. B
OTJENIbHBIX MeTadazax MOKET MPUCYTCTBOBATh HECKOJIBKO abepparuii, Kaxayo 13
KOTOPBIX HEOOXOJUMO PEruCTPUpPOBATH HE3aBUCUMO OT OCTAJIBHBIX IEPECTPOEK.
[TomyueHHble pe3ynbTaThl HEOOXOAMMO MPHUBECTH B CpaBHEHHE C 00OOIIEHHBIMU
JaHHBIMM 4YacToThl AX y 310poBbIX >kuteneil benapycu (tabn. 1). 3HaueHus
cymmapHo# yactoTel AX, paBHble win Oonee 7-8%, clieqyeT paccMaTpuBaTh Kak
MOBBIILICHHBIE.

Taomuna 1

[Tokazarenu crioHTaHHOUW (POHOBOM YacTOThl AX y 310pOBOTO HAacENIEHUs
Pecniybnuku benapych

Nutepsan
Yucno Cpetss konebanuii cpeaaux | MHTepBan xonebanuii
00cJIe1OBaHHBIX P gacTtoT AX B VHIUBUAYaJIbHBIX
yactora AX
JIULL Pa3INYHBIX gacTtoT AX
KOHTHMHI€HTaX
500 3% 1,5-5,5% 0-9,5%

JlaHHBIE IUTOTCHETHYECKOTO aHallM3a 3aHOCAT B  OJAHKHU-TIPOTOKOJIBI
(mpunoxenne A). Kaxnplii kBampar B TIPOTOKOJE COOTBETCTBYET OIHOMN
POaHATM3UPOBAHHONW KIIETKE, B HEM OTMEYAeTCS YHCIO XPOMOCOM, KOOPIWHATHI
abeppanTHbix MeTadas, cxematudecku 3apucoBbiBatoTcss AX. Kietku 6e3
abepparuii 0003Hayar0TCa CUMBOJIOM /N (HOpMa).

Anaan3 cnenupuueckux AX



O6napy:xeHue MapkepHbIx caiT-crenupuueckux AX B kierkax 0ombHoro (1
Haxonka Ha 50 merada3z wmm 1-2 aGeppammm Ha 100 wmertadas) mo3BosseT
noarBepauTh quarno3 AT i CH.

[To 3aBepuieHun aHanu3a cieayer oOpPMUTh IUTOTEHETUUECKOE 3aKITF0UEHUE
(npunoxenue b).



Ilpunoscenue A

B.]IaHK-leOTOKOJI HUTOICHECTUYICCKOI'O aHAJIN3a

No npenapara HccnenosaHo
meradas
OO Ywuciio KIeToK ¢
MmalyeHTa abeppanusamMu
AX XpOMOCOMHOTO/XPOMATHUIHOTO
Jara THUIIA
aHajan3a Yacrora
AX (%)
Bpau- YacToTa AMAarHOCTHYECKH 3HAYUMBIX

JabopaHT AX (%)




BJIaHK-leOTOKOJI HUTOICHETUYICCKOI'O aHAJIN3a (HpI/IMep SaHOHHeHI/Iﬂ)

HUccaenosano
Metadas 100

Ne mpenapara

OUO YHucio KneTok ¢
MalueHTa abeppammsmu_ 11
AOGepparuu XpoMOCOMHOTO
Hara tina__ 7/
aHaJIn3a AOGepparuii XxpoMaTHIHOTO
Tana__ 6
Bpau- Yacrora abeppanuii XpoMocom
1abopaHT (%) 13
46,XX | 46XX | 46XX | 46XX | 46XX | 46XX | 756/12.0 | 46XX | 46XX | 46XX
N N N N N N N N N
.S
cht del
99,6/1.7 | 46XX | 46XX | 46XX | 46XX [88,6/1,20 | 46XX | 46XX | 46XX | 46,XX
N N N N \\ N N N N
~
cht del ace
46, XX | 46,XX [356/55 | 46XX | 46XX | 46XX | 46XX | 46XX | 46XX | 46XX
N N K N N N N N N N
‘1
chs del
46,XX | 46XX [99,7/72 | 46XX | 46XX | 46XX |258/7.0 | 46XX | 46XX | 46XX
N N N N N 1l N N N
1
cht del dic(+ace)
46,XX | 46XX | 46XX | 46XX | 46XX | 46XX | 46XX | 46XX | 46XX | 46XX
N N N N N N N N N N
46, XX [833/90 | 46,XX | 46XX | 46XX | 46XX | 46XX [77,6/32 | 46XX | 46XX
N\ / } N N N N N r( N N
ace, ace \
cht del
46, XX | 46XX | 46XX | 46XX | 46XX | 46XX | 46XX | 46XX | 46XX | 46XX
N N N N N N N N N N
46,XX | 46,XX | 46,XX [556/10.0 | 46XX | 46,XX [456/110 | 46XX | 46,XX | 46,XX
N N N @ N N \:‘ \k N N N
7 A
r (+ace) cht del,
chs del
46,XX | 46XX | 46XX | 46XX [53.6/240 | 46XX | 46XX | 46XX | 46XX | 46XX
N N N N N N N N N
-
gap, cht
del
46,XX | 46XX | 46XX | 46XX | 46XX | 46XX | 46XX | 46XX | 46XX | 46XX
N N N N N N N N N N




Ilpunoscenue b

Yupeoscoenue meouko-zenemuueckoii cnycoo
FOpuouueckuit aopec yupesncoenus
Iloopa3zoenenue yupesricoenus, 6blnoiHugUIEE OUACHOCHUKY
[uToreHernyeckoe 3aKJIKOYEHHUE

PUO nanuenTa AaTa POKIACHUS
AJpec mauueHTa
JAunarnos

Ne aHaIM3a MO )KYPHAJLY y4yeTa
Kem HanpasJien

Bua KyJbTypbl KJIETOK (Ouonocuueckutl oopasey, pems KyIibmusupoeanus):
Bua okpacku xpomocom:
Kapunorun (ypoBeHb paspelaronieil BO3MOKHOCTH aHaJIN3a, CETMEHTOB/TaIlJION )

(ISCN, 2005)

Pe3yJ1bTaTbI aHaJIn3a XpOMOCOMHOﬁ HeCTa0MJIbLHOCTH:

Homep mUTOreHEeTHYECKOI0 nmpenapara
Koumn4yecTBO NpoaHaJIN3uPOBaHHBIX
MeTadas

Cymmapnas yacrora AX (a0c/%)

Yacrora cnenndpuiecknx MapkepHbix AX
(adc/%)

Buabl cienupuyecknx MapkepHbix AX

IIpumeyanust

3aKJIYEHUE:

AmHnanu3 BeINOHUI Bpau-nadopant (OHO)
JlaTa MIOAIIMCh
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