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[I0B, NCMOMb3YEMbIX B LIUTOreHETNYECKIX JIabopaTopursAX B HACTOALLEE BPEMS.
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1.BBEAEHUE
1.1 OCHOBHbBIE NOJIOXKEHUA

[IpakTnyeckue peKoMeHAAIUY 10 0OECIIeYeHUIO Ka-
YeCTBa 1 HaeXKHOCTH LIMTOTEHETUYECKMX MCCIIeI0OBaHUIA
(ITP) moaroroBiieHbI paboueii rpymmoii Poccuiickoro 06-
1IeCTBAa MEIMIIMHCKIX TeHETUKOB. MIX OCHOBOI MOCTYKM -
nu EBporielickuie cTaHAapThl AJ1s1 IUTOTEHETUYECKUX U MO-
JIEKYJISIPHO-ITUTOTEHETUYECKUX UCCIICIOBAHMIT KOHCTUTY-
THUBHBIX U MPUOOPETEHHBIX XPOMOCOMHBIX aHOMAJIUMA,
MOATOTOBJIECHHBIE TIOCTOSIHHOM pabdoueii rpynmnoi «Lluto-
TEHETUKU 1 0011ecTBO» EBpomneiicKoil IMTOreHeTUYECKOM
accoumanuu (E.C.A.) [1,2]. ITP nmocBsiieHbl HUTOreHETH -
YeCKOI MMarHOCTUKE KOHCTUTYTMBHBIX HapYyIIIeHU, Ha-
MpaBJIeHbl HA CTAHIAPTU3ALINIO JIAOOpaTOPHO-TeHETHYE-
CKOI1 CTy>KOBI M TIPU3BaHbI CIIOCOOCTBOBAThH COBEPILIEH-
CTBOBAaHUIO LIUTOI€HETUYECKOM CITYKOBI PD.

B ITP paccMatpuBatoTcst BOIpOChl KOHTPOJISI KAUeCcTBa
¥ HAIEXKHOCTH IUTOTCHETUYECKUX U MOJICKYJISIPHO-1I1-
TOT€HETUYECKUX METOIOB, UCIIOJIb3YEeMbIX B IINTOTCHETH-
YeCKHUX J1a00paTOpHsIX B HACTOSIIIIEE BpeMs.

Bce npusenennbie B ITP kputepun (moxkasarenu) cie-
IyeT paccMaTpUBaTh KaK MUHUMAJIbHO JOITYCTUMBIE IS
obecrieyeHMsI IIPUEeMIIEMOTO YPOBHSI MCCIEIOBAaHUI KOH-
CTUTYTUBHBIX XPOMOCOMHBIX aHOMAJTHIA.

B Hacrosiee Bpemst IU1s1 aHaIM3a XpOMOCOMHBIX aHO-
MaJIM{ TIPUMEHSTIOT pa3Hble METOIbI, O0JIagaloNnIne pas3-
JIMIHBIMU YPOBHSIMU pa3pellieHUs: IUTOTeHETUUECKUE,
MOJIEKYJISIpHO-LIMTOreHeThUecKkue ((pyopecilieHTHad in si-
tu ruopunusauus — FISH) 1 monexynsipHo-reHeTu4ecKue.
OmHaKo [IUTOTEHETUYECKKME METOMBI, KOTOPBIE MCIIOJIb3Y-
10T IIJIS1 TOCTHATAJIBHOTO U TIPEHATaIbHOIO KapUOTUITHPO-
BaHMS 10 CTAHAAPTHBIM ITOKa3aHUSIM, He 3(P(PeKTUBHBI
IUJIS1 BBISIBJICHUSI MUKPOCTPYKTYPHBIX MEpecTpoeK (aelie-
mit/myrmkanuii), a FISH unu MonexkynsspHo-reHeTrIe-
CKHe MeTObI, 3(PHEeKTUBHBIE 11 BBISIBIICHUS XPOMOCOM-
HOTo aucbanaHca, He IPUTOIHBI 711 OTIMCAaHUSI KapHOTH -

ma. Bo MHOTHX citydasix TpeOyeTcsl coueTaHue pa3HbIX
METOJIOB U TEXHOJIOTHIA. BEIOOP ITepBUYHOTO MEeTONA U He-
00XOTMMOCTB JIOTTOJIHUTEIBHBIX (YTOUHSIOIINX) MEPOTIPU-
SITWII 3aBUCAT OT MPUYMHBI HATIPaBJIeHU (TTOKa3aHUsT) Ha
uccieq0BaHue U BO3MOXHOCTEH 1abopaTopuu.

1.2 BBAMMOJAENCTBUE C BPAYAMU,
HAMNPABMBLUMMU NALIMEHTA HA
OBCJIEAOBAHUE

I'eHOM YenoBeKa sIBISIETCSI OCHOBOM MepCOHABHOMN 1
ceMeifHOI AeHTUYHOCTU. B Oonbliieit cTeneHu, 4eM Ipy-
rMe MEAMUMHCKUAE aHAIU3bI, PE3YJIbTAThl TEHETUYECKUX
WUCCEA0BAHUM, B TOM YMCJIE U IMTOT€HETUUYECKUX, MOTYT
OKa3bIBaThb BO3ACHCTBUE HA TICUXOJIOTUIO TTALIMEHTA, ETO
collMaJibHOE U penpoayKTuBHOe noBeneHue. [loatomy
BaXKHOW COCTaBJIAIOLIEH TPU KOHCTUTYTUBHOM LIUTOTEHE-
TUYECKOM UCCJIENOBAHNMU SIBJISIETCSI B3AMMOJEUCTBUE 1IU-
TOT€HETHKA C BpPAYOM-T€HETUKOM WJIM IPYTUM CIIe AU -
CTOM, HaIIpaBUBILIMM MallMeHTa Ha obcienoBaHue. Hemo-
MyCTHUMO NMPOBOJIUTH IUTOTeHETHYECKOE HCCIeIoOBaHNe Oe3
uHhopMaIMK 0 NPUYMHE/TIOKA3AHUM /I HATIPABJIEHUS Na-
LUEHTAa, MPeanojaraeMoM AUardo3e U KJIMHHYEeCKUX NMPOsIB-
JIEHUX.

CreuuaaucThl-IUTOTeHETUKU JOJKHBI UMETh BO3-
MOXHOCTb ITOCTOSIHHOTO COTPYAHUYECTBA C BpayaMHU-Te-
HETMKaMU U IPYTMMU CIIELMAIMCTAaMU, HAIPaBJISIOLLIUMA
MallMEHTOB HA UCCJIEIOBAHUE, B TEUEHNE BCETO BPEMEHU
MpOBeNeHNS aHaIu3a. PykoBoauTe M KIMHUYECKOIo U Jia-
0OpPaTOPHOTO OTAEACHUN MOJKHBI UMETh JOCTATOYHYIO
MEXIUCUUTIIMHAPHYIO MOATOTOBKY, YTOOBI aAeKBaTHO
OLICHMBATb 3HAHUSI CIIELIMATIMCTOB B CMEXKHBIX AUCIIUTLIN-
HaX. AHaJIOTUYHbIE KOHTAKThI ¢ BpadyaMM Pa3HbIX CIIeI-
aJIbHOCTeM (T€HETUKOM, aKyIlIepOM-TUHEKOJIOTOM, CIIeLIM -
aJINCTOM II0 YJIbTPa3BYKOBOW JUArHOCTUKE) TpeOYIOTCS B
npeHaTajJbHON TUAarHOCTUKE XPOMOCOMHBIX OOJIe3HE,
0COOEHHO TIpU TMOJYYEeHUH HEONHO3HAYHOIO pe3yJbTara
aHajav3a Wiu pe3yJibTara, HE COOTBETCTBYIOIIETO OXUIA-
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HUSIM TT0 KJIMHIYECKOMY TTOKa3aHUIo, a TAKKe IPH HeoO0-
XOIMMOCTH TIPOBEICHUS JOMOTHUTEIBHBIX (YTOUHSIOIINX)
JTUaTHOCTHYECKHMX MEPOTIPUSITHIA.

Bce reHetnyeckue uccienoBaHUs HEOOXOIMMO BHI-
TIOJTHATH TIPY HAJIMINY WHOOPMHUPOBAHHOTO TOOPOBOJTE-
HOTO coriacus MalureHTa (M1 ero 3aKOHHOTO TTPEICTaB -
TeJst).

2.MEPCOHAJN

OmnucaHue TiepcoHaa, IpuBeNeHHOe HITKE, OTpaXka-
€T OCHOBHbIE TPeOOBAHUSI, TPEIBSIBISIEMbIE K CTIELIMATN-
CTaM IIMTOTEHETHYECKOI JTAOOpaTOPHUH.

2.1 3ABEQYIOLWNIA (PYKOBOAUTEJb)
CTPYKTYPHOIO NOAPA3AENEHNA (OTAENA,
OTAENEHUNA, NABOPATOPUU, KABUHETA U AIP.)
MEAVLUHCKOW OPTAHU3ALIUU

3aBeayoLIIM WIK PYKOBOAMTEIEM MOXKET ObITh CIICLIM-
aJIMCT, 00pa30BaHUE U MOATOTOBKA KOTOPOI'O COOTBETCTBY-
10T KBaIM(bUKALIMOHHBIM TPeOOBAHUSIM JIJIS1 3TOM TOJDKHO-
cTH, yctaHoBlieHHBIM [Tpukazom M3 P®D Ne707wH, 2015 1.

2.2. CMELUAJIUCT, MPOBOAALLAIA
LIMTOrEHETUYECKUE U/UNU MONEKYNAPHO-
LIMTOrEHETUYECKUE UCCNEQOBAHUA

LluToreHeTMYECKME /YT MOJIEKYISIPHO-IIMTOTEHE-
TUYECKUE MCCIICIOBAaHUS KOHCTUTYTUBHBIX HapYIIeHUI
IOJDKEH OCYIIEeCTBIISATh Bpad, UMEIOIINI cepTUduKaT cIie-
LMAJIACTa MO CIenaNbHOCTH «JlabopaTopHas reHeThKay,
B COOTBETCTBUU C TpeOOBAaHUSIMU, YCTaHOBICHHBIMU [1pu-
kazoM M3 P® No707H, 2015 1., Win cIeUaINCT C BBIC-
1M He METULIMHCKUM 00pa3oBaHUEM, IIPOLIEAIITNIA ITO-
BBIIIICHNE KBAJIM(bUKAIIUH T10 IIporpaMme «JIaboparopHast
TeHEeTHUKa» B 00beMe He MeHee 480 yacoB.

2.3. CPEAHU MEQULIMHCKUW NEPCOHAN

B kauecTBe cpegHero MeTUIIMHCKOTO TIepcoHaja MO-
TyT paboTaTh CIEUUATUCTBI CO CPETHUM MEIULIIUHCKUAM
00pa3oBaHUEM U COOTBETCTBYIOLIEH KBanuduKanueii (me-
JULIMHCKUM TEXHOJIOT, MEAUIIUHCKU I TaOOpaTOPHBIIA TeX-
HUK, denpauiep-1ad0paHT, JTaOOpaHT), UMEIOIINE CEPTU-
(ukar cnenranucTa v NpoleaAue NepuoaNIEcKoe mo-
BBIIIEHHE KBATU(DUKALIMU B YCTAHOBJIEHHOM Nopsinke. B
1X 00SI3aHHOCTHY BXOIUT: TIPUEM U PETUCTPAIIUS TTOCTyTIa-
IOIIKX B TabOpaTopuio GMOIOrnyecKux o0pasioB U COmpo-
BOJUTEIbHBIX JOKYMEHTOB, MMOArOTOBKA MOMEIIIEHU, Jia-
MUWHApHBIX O0KCOB, PACXOIHBIX MATEPUAJIOB, YTUIN3ALUS
HCTOIb30BAHHBIX PACXOIHBIX MATEPUAIIOB U OCTATKOB OUO-
JIOTUYECKMX 00pa3loB, KOHTPOJIb 32 paboTOl 060pya0Ba-
HUS. B 00513aHHOCTH CpeHEro MeIUITMHCKOTO TIepcoHa-
Jla MOXET TakKe BXOIUTh IMTOCTAHOBKA U DUKcalUs Kie-

TOYHBIX KYJIBTYpP, OKpacKa WM OIlecHKa KadyecTBa
TIPUTOTOBJIEHHBIX IMTOTeHETHIECKHUX TpernapaToB. Peko-
MEHJIyeTCsl, YTOObI OIUH JabopaHT obecrneunBa padborty
OIIHOTO ITUTOTCHETHKA.

2.4 O6yvalowmiica nepcoHan

BHOBb npuHSITHIE HA PaOOTy COTPYIHUKU, HE UMEIO-
1€ OTbITA PAOOTHI IO METOIUKAM, UCTIOIb3yEMbIM B Jla-
0opaTopuu, JOJKHBI pad0TaTh MO PYKOBOICTBOM OITBIT-
HOTO CIEeIMAaIuCcTa BCe BpeMsl, IIOKa HEOOXOMUMBII ypo-
BEHb KOMIIETEHTHOCTHU He OYIeT JOCTUTHYT.

2.5 TEXHWYECKUW NEPCOHAN

TexHnuyeckuii nepcoHan MOXeT CJIeIUThb 3a YUMCTOTOM
MOMEILLEHUS, 3aHUMATbCSI MOATOTOBKOM J1abopaTOpHOM
MOCYIbl U YyTUIW3ALMEN, €CJIU 9Ta paboTa HE BXOAUT B 0051-
3aHHOCTH CPEAHEro MEAMIIMHCKOTO MePCOHaa.

2.6 HAYYHOE COTPYAHUYECTBO

Jlabopartopusi TOKHA CTPEMUTBCS K YIaCTUIO B HAYd-
HBIX CCJIEIOBAHMSIX U K HAYYHOMY COTPYIHUYECTBY C Ha-
YYHBIMU TPYIIIIAMU U UCCIIENOBATEIbCKUMM JTa00paToOpu-
SIMA MEVIIMHCKOTO U OMOJIOTMYECKOTO ITPODIIIS.

3. PEKOMEHAALWN NO OBBEMY PABOTDI

CpenHeromoBasi Harpy3ka Ha COTPYIHUKA, TIPOBOISI-
1LIETO IUTOTEHETUYECKUE WIIA MOJIEKYJISIPHO-IITUTOT€HETH -
YeCKUe MCCIENOBAHMUs, MOXET COOTBETCTBOBATh, COTJIac-
Ho [Tpukasy Munsnpasa P® Ne 316 ot 30.12.93 r., ogHo-
My 13 TPUBEJEHHBIX HIKE MTYHKTOB (HA OIHY CTaBKY):

— 250 006pa3ioB MMMGOLMTOB MeprudepruIecKoil KpoBY;

— 180 06pa3LoB A1 MpeHaTaIbHOW AUArHOCTUKU;

— 400—500 meracdaszubix/unrepdasuvix FISH-TecToB;

— 150—220 cneumnansHbix FISH-TecToB (Hanpumep,
CKPUHWHT Ha CyOTeJIOMepHbIE paliOHBI XPOMOCOM C UC-
noyib3oBaHreM cooTBeTcTBYIOIMX JIHK-30H10B).

Temnbl paboOTHI EpCOHANIA U YUCIIO TPOU3BOAUMBIX
WM TIPOLIEYP MOTYT CYIIECTBEHHO Pa3InyaThCs TP BbI-
TTOJTHEHVY [IUTOTEHETUIECKUX aHAJIN30B, YTO 3aBUCUT KakK
OT UHIUBUAYAIBHBIX OCOOEHHOCTEN CIEUAIACTOB, TaK U
OT UX 3arpy>K€HHOCTHU Apyroit padoroit. O6beM pabOThI MO-
JKET MEHSTHCS B 3aBUCUMOCTH OT CTEIIeH! aBTOMaTu3a-
1IMU, OpraHU3aluu paboThl B JIAOOPATOPUHU, CIIOKHOCTU
MPOBOIUMBIX UccaenoBanuii. LIItaT qomkeH ObITH 1OCTa-
TOYHBIM, YTOOBI HE BO3HUKAJIO 3aIepkKeK B 00paboTke 00-
pa3uoB, B TOM YKCJIE€ BO BPEMSI OTCYTCTBUS UJIU OTITyCKa
COTPYIHUKOB. JlocTaTOYHOE BpeMsI OJDKHO OBITh TIPeyC-
MOTPEHO IIJIST pa3BUTHSI U COBEPIIEHCTBOBAHUS TIpodec-
CUOHAJIbLHOTO 00pa30BaHUs MepCOHAIA.

Jns noaaep>xxaHus ypoBHS J1abopaTOpUU MOCJe BHE-
JPEHMSI HOBOTO METO/Ia XeJIaTeIbHO UCITOIb30BaTh €TO ISt
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aHanu3a He MeHee 100 oOpa3oB (MMpeHaTadbHBIX WU
MMOCTHATAJIbHBIX) €XEeTOHO, B IPOTUBHOM CJIydae peKo-
MEHYyeTCsl HaMpaBJsiTh 00pa3Libl B APYTYIO JJaO0OpaTOPUIO.
ZKenatebHO, YTOOBI IITAT TaOOpaTOPUM TIOMUMO 3aBE-
JYIOIIEeTO BKJTIOYAJl He MEHee IBYX CITeIINaTNCTOB-1IMTOTe-
HETUKOB — JUISI aIeKBaTHOM TIPOBEPKM PE3yIbTaToOB, OecIie-
peboiiHOI pabOThI BO BpeMsl 00J1€3HU WU OTITyCKa CIeL-
AJINCTOB, a TAKKE TSI B3AMMOIIOMOIIIM COTPYIHUKOB TIPH
OousbIIMX 00beMax paboThl. JJabopaTopusM ¢ MEHBIIUM
IITATOM WJIM HaXOMSIIMMCS B TIPOIIECCEe OPTaHM3alluM pe-
KOMEHIYeTCS B3aMOJIECTBOBATh C JJAOOPATOPUSIMHM, UMeE-
LMK TOCTATOYHBII IITAT, OIBIT M 00BEM PabOTHI.

4. JIABOPATOPHDIE NMPOLIEAYPbI

4.1.0BLLME NMOJIOMKEHUA

Pabouee nomeltieHre J0KHO ObITh MPUTOIHBIM TS JIa-
OOPaTOPHBIX UCCIIENOBAHUI U UMETh BHICOKUI YPOBEHB O€3-
ornacHoOCTU. Puck nomy4eHusi TpaBMbI Ha paboyeM MecTe JJTs1
COTPYIOHUKOB U JIJI51 TOCETUTENIeN TOKEH ObITh CBEIEH K MU-
HUMYMY B COOTBEeTCTBUU C TpeboBaHussMu CanlluH
2.1.3.2630-10. HemomycTrMO CHMKEHHME KayecTBa KyJIbTH-
BUPOBAHWS WIX BBITTOJTHEHUST aHAIU3A U3-32 HEAOCTATKa Me-
CTa WJIM OTCYTCTBUSI COOTBETCTBYIOIIIETO O0OPYIOBaHUSI.

4.1.1 Noka3aHuna gna uccnegoBaHna

IMokazaHust 11 HAITpaBJIeHMS MallMEHTa Ha IIUTOTeHe-
TUYeCcKoe obcienoBaHue uznoxeHsl B [punoxenun A. B na-
6GOpaTOpKU IOJDKHBI OBITH pa3paboTaHbI YEeTKHE TIpaBUia, B
KaKHX CTydasix HEoOX0IMMO TIPOBEICHKE JOTTOJTHUTETbHBIX
HCCIIeNOBaHU, He TIPOBOISIIIIVXCS B 3TOM J1ab0paTOpyu, Ha-
npumep, FISH, aHanu3 XxpoMOCOMHOI HECTaOMJIbLHOCTH WU
MOJIEKYJISIPHO-TEHETUIECKOE HCCIIeOBAHMUE.

B cnyyae nepenaum Marepuana Ijisi IpOBEIEeHMS 10-
MOJTHUTEILHOTO MCCIIEAOBaHYSI B IPYTYIO JIabOpaTOpUIO,
HEOOXOIMMO 3aIlPOCUTh U MOJYYUTh KOIMIO Pe3yJIbTara.
JlaGopaTopusi, HanpaBsollasi MaTepuaa Ha JOMOJIHU-
TeJIbHOE MCCIIeI0BaHKe, HECET OTBETCTBEHHOCTh 32 MHTEP-
MpETAMI0 CBOMX PE3Y/IbTaTOB MOCJIE TTOJIyYeHUs OO~
HUTEJbHOU MHGMOPMAIUH.

B naboparopuu peKoMeHIyeTCss UMETh PETUCTp yu-
PEeXIEHUI, B KOTOPBIE MOTYT OBITh HAIlpaBJIEHbI 00pa3IIbl.
Heob6xoauMo mpoBOIMTh PETUCTPAIMIO BceX 00pasiioB,
HamnpasJisseMbIX B Apyrue jadopatopuu. O0pasibl ciaemy-
€T OTITPABJISITh B JJaOOpaTOpKU, 00IaAaroIIe COOTBETCTBY -
IOLIEN KOMITETEHLIUEN.

4.1.2 UupopmMmupoBaHHoe fO6pOBONIbHOE
cornacue

B coorBercTBun ¢ ®enepanbHbiM 3akoHOM PD Ne323-
®3 nHpopMHUpoBaHHOE JOOPOBOJIBLHOE COrIacue He00Xo-

JAMO KakK JUIST HUTOT€HETUYECKUX, TaK U UIST MOJIEKYJISIp-
HO-LIMTOTeHETUYECKHUX uccaenoBaHuil. [1ameHT (uiu ero
3aKOHHBIN MpeNCcTaBUTENb) JOJDKEH ObITh OCBEIOMJIEH O
BO3MOXHOCTSIX M OTpaHUYEHUSIX UCITOTb30BaHHOTO METO-
Jla U KJIMHUYECKOM 3HAYEHUU ITOJYyYEeHHOTO 3TUM METO-
JIOM BO3MOXHOTO pe3yJibTara (HopMa, XpOMOCOMHasI aHO-
manus). [TauueHT (MK ero 3aKOHHBIN MPeaCcTaBUTEIb)
TakXke JTO0KEeH ObITh MHDOPMUPOBAH, YTO MOTYT OBIThH 00-
HapyXeHbl IPYrrue XpOMOCOMHbIE aHOMAJIMU, HE COOTBET-
CTBYIOILIIME OXUAAeMbIM (CIy4aliHble HaXOIKHU), a TAKXKe
MOTYT OBITh MOJYYEHBI Pe3yJIbTaThl, KOTOPHIE TOTPEOYIOT
JIOTIOJTHUTEIbHBIX UCCIIeTOBaHUA.

4.1.3 CraHfapTHble onepaLyoHHble Npoueaypbl

Jist Bcex METOIMK 1 060PYI0BaHWsI, UCTIOJIB3YOLINX-
cs1 B Jaboparopuu, cornacHo HanroHaasHOMY cTaHAApPTY
P® I'OCT P MCO15189-2015 (HLL TOCT P UCO 15189),
JOJIKHBI OBITh pa3paboTaHbl ¥ YTBEPXKICHbBI PYKOBOIUTE -
JIeM cTaHJapTHBIE onepauuoHHble Tpouenypsl (COIT).
COII nomxHbI OBITh HAMMUMCAHBI HA TTIOHSITHOM II€PCOHATY
SI3BIKE 1 OBITh JOCTYITHBI IS IIepCOHaIa, MX HEOOXOAUMO
€XXeroJHo repecMaTpuBaTh. PyKoBoauTelb 1abopaTopun
OTBEYaeT 3a TO, UTOOKI IIEPCOHAJ ObIJT 00YYeH U MOHUMAJT
COII. Ycrapesmmue Bepcun COII cnenyeT XpaHUTh B 10-
CTynmHOM (popmaTe He MeHee 3 JIeT.

COIT gy1s1 HOBBIX METOAMK JOJKHBI OBITH YTBEPKIE-
HBI IO BHEIPEHUS B IIPAKTHUKY.

J1J1s1 IMarHOCTUYECKUX LIeJIeii BOBMOXHO MCIIOJIb30Ba-
HHE TOJIBKO CEPUIHO M3TOTOBJICHHBIX 30HIOB M PACXO-
HBIX MaTepuajoB, cornacHo PenepaapHOMy 3aKoHY No
532-®3.

4.2 OCHALWLEHUE N OBOPYAOBAHUE

KonTponb paboTel 000pynoBaHUs JOJKEH TPOBOAUTD-
ca exxerogdo B coorserctBuu ¢ HII TOCT P UCO 15189.
7151 yMEHBIIIEHUSI pHCKa, CBSI3aHHOTO C HEMCIIPABHOCTHIO
TeXHUKU, BCe HEOOX0IUMOe 000pyA0BaHUE JOXKHO ObITh
IyonmpoBaHO (IBa MHKYOaTOpa, IBE HEHTPUMYTU U T. 1.).
Ecnu o kakoii-To nipuyrHe 000pyaoBaHUE HEIb3sl IPO-
JyOJIMpOBaTh, B 1aOOpaTOPUM HEOOXOAUMO HMETh «3KC-
TPEHHBII TUTAH» BBITTOIHEHUSI PaOOTHI B CITyIae HEHCIIPaB-
HOCTH TeXHHKHU. HeoOXxoamnmo peryisipHO IpOBOIUTD TEX-
HUYeCcKoe 00CIy>XXnBaHNEe 000PYyIOBAHUS C BHECEHUEM
COOTBETCTBYIOLIMX 3alIMCEN B KypHaJl 3KCILTyaTaluu 0060-
pynoBaHusi. Bc€ anekTpuyeckoe od6opymoBaHue HEOOX0-
IAMO PETYJISIPHO TECTUPOBATh B OTHOILIEHNU Oe30MacHO-
CTH, COOTBETCTBYIOIIIME 3aIIMCH HEOOXOINMO COXPAHSTD.
YTo06bI N36€XaTh IIPOCTOSI 00OPYNOBAHUS U3-3a HEUCIIPAB-
HOCTH, HEOOXOAMMO €ro peryjisipHoe o0CIyXruBaHUE, IS
Yero 3aKJIF0YAeTCs JOTOBOP OOCTy:KMBaHUS (HaIIpuMmep,
IUJISI MUKPOCKOITIOB U CHUCTEM aHaIM3a N300paKeHNIA ).
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4.2.1 JlTamnHapHble 60KCbl

Bce ouonornyeckue odpa3ibl MOTEHIIMATBHO MOTYT
OBITh 3aTPSI3HEHBI MATOT€HHBIMKA MUKPOOPraHM3MaMu, Ha-
npuMep, Bupycom rematuta B. JlabopaTopuu moJKHBI
OBITh OCHAIIIEHBI JIJAMUHAPHBIMU OOKcaMU 2 KJlacca 3allu-
THI.

4.2.2 Nuky6aTopbl

Bce nnky6aTophl U Apyroe o60pymoBaHUE JOJKHBI
OBITh OCHAILIEHBI ABAPUITHOM CUTHAJIU3alMel UIN CUCTE-
MOIi aBTOMaTUY€CKOM 3alllUThl OT COOsI TEMITEPATypPHOTO
pexuma uian usMeHenuit ypopusi CO, (1Ipu ero ucrnosib-
30BaHUM). [Ipy BO3BMOXHOCTH PEKOMEHIYETCS LIEHTPAJIU-
30BaHHBII MOHUTOPUHT CUCTEM aBapUMIHOM CUTHAJIM3a-
L1H.

4.2.3 O6opypnoBaHue gna FISH-nccnegoBaHnin

Hns nposeaenust FISH-uccinenoBanuii He06Xoaumo
BBIICJIUTD OTAEIbHBIE TIOMEIEHNST C BOBMOXHOCTBIO 3a-
TeMHeHus. CrienuajbHOE OCHAIIEHNE JOJIKHO BKIIIOYATh
obopymoBaHUe JIsI MTHKYOAITMY TIPU Pa3HBIX TEMIIepaTyp-
HBIX PeXUMax, MUKPOLIEHTPUMDYTY, (DIIyopecieHTHBIN M-
KPOCKOIT ¢ HA0OpOM (hUIBTPOB, KaMEPOU U CUCTEMOIA aHa-
Jn3a uzobpaxeHuii. Heodxoaumo ncnonb30BaTh BHITSK-
HOM mKad, YTOOH 3aIMUTUTh TTEPCOHANT OT SIAOBUTHIX
BEIIeCTB, TaKMX Kak (popmMamua, MeTaHos U T.4. JlTabopa-
TOpuM, mpousBoasire cooctBeHHbie JIHK-30H1bI, 10TXK-
HBI TIPOBOIMTH MEPOTIPUSITHS TSI TIPEIOTBPAIIeHUST KOH-
TamuHauuu odpasuon JITHK.

4.2.4. KomnbloTepHble CMCTEMbI NONYYEHNA
1 aHanusa nso6pa)keHnn

Jlyist moamepkaHusl BBICOKOIO KauecTBa paboOThl BCEX
CHCTEM, aHATM3UPYIOIIMX U300paXKeHHUsI, HEOOXOIUMO pe-
IyJIsIpHOE OOHOBJIEHHE UX ITPOrPAMMHOIO 00eCIICUeHHMS.

4.3. UUTOFEHETUYECKUE AHAJTN3bI

4.3.1 KnnHnyeckne noKkasaHua gna
LUTOreHeTN4YeCcKoro nccneaoBaHus.

B npunoxeHnun A tnipencTtaBieHbl 00111e peKOMeHIa-
WU 110 KIIMHUIECKUM TTOKA3aHMSIM IUTST HA3HAYCHUSI 1T~
TOT€HETUIECKOTO MCCIICIOBAHNS.

4.3.2 KynbTBnpoBaHue KneTok

PexomeHaytoTCSl yOIMpoBaHKE U HE3aBUCUMAs 00-
paboTka KyabTyp. [1py KynTbTUBUpOBAaHUM TTPEHATATBHBIX
00pa3IioB peKOMEH/IyeTCsI TOCTAHOBKA, TI0 KpaiiHeil Mepe
2-x, a JIy41ire 3-X He3aBUCUMBIX KYJIBTYD, pa3iebHbIi aHa-
JIN3 KOTOPEIX MOXET MOHATOOUTHCS TIPU BBISIBICHUU MO-
3aunu3ma. (DTu Borpochl 6ojee moagpoOdHO pacCMOTPEHBI
B pazgaene 5 «Oco0eHHOCT XPOMOCOMHOTO aHaIn3a».)

4.3.3 O6pasubl HeHagneXallero KauecTsa

Ecnu xavyecTBo 0Opa3iia He COOTBETCTBYET TpeboBa-
HUSIM J1a00paTOpUH, TabopaTopus UMeEeT MPaBO 0TKA3aTh
B €ro IIpueMe U 3alpoCUTh MOBTOPHLIN obpasell. Eciau 06-
pazell HeHaIexkallero KauecTBa Bce XKe IPUHSIT, TO Ja00-
paTopusl HeCeT OTBETCTBEHHOCTD 3a IOJIy4YeHHUE pe3ybTa-
Ta METOAAMU, COOTBETCTBYIOIIUMY MIPUUMHE HarpaBJie-
HUSI HA aHAJIU3.

4.3.4 OnddepeHUmanbHOe OKpalUMBaHNe
XpomMmocom

KapnotunupoBaHaue ciemyet IpOBOINTH C TIPUMEHE-
HUEM MeTOIOB TP depeHINATBHOTIO OKPAITUBAHMS XPO-
MocoM. Hambosee mmpoko ncronb3yioT G-0oKpalliBaHHE,
TaK KaK ¢ eT0 IIOMOIIBI0 MOXKXHO TOJIYYUTh HANOOIBIITHIA
ypoBeHb paspemeHust (Tadu. 1). Ecim ncnonb3yioT apyrue
MeTonbsl g depeHIINaTbHOIO OKpaIIuBaHus (HaIpuMep,
R- unmu Q-63HIMHT) J1a60paTOpUsT TOKHA 00ECTICUUTD,
COOTBETCTBHME YPOBHS OKpacku 550 cermMeHTam
G-0sHaMHTA. B a6COMOTHOM OONBIIMHCTBE CIIydacB He-
00XOIMM TIOJTHBII aHaIM3 Bcero Habopa nuddepeHInaIb-
HO OKpallleHHBIX XpOMOCOM. B peaxkux ciaydasx, Hanpu-
Mep, TIPU CUHAPOMAX, CBSI3aHHBIX C TTOBBITIICHHOM JIOMKO-
CTBIO XPOMOCOM, JOCTATOYHO MCIOJIb30BAHUS METOIA
CILTOITHOTO OKPAIINBAHUSI.

MexxmyHapomgHast CUCTeMa [IMTOTeHOMHO HOMEHKIIa-
typsl (ISCN 2016) [3] onpenensieT nsath ypoBHei nudde-
peHanbHoro okpamuBanus 300-, 400-, 550-, 700- u 850
OSHIOB Ha ralIONIHBIN Habop. B Ta6a. 1 mpuBeneHoO py-
KOBOJICTBO [IJIsI OIIpeaeIeHNsI MUHUMAaJIbHOTO KauecTBa
OKpaIlIMBaHUS, HEOOXOAMMOTO IS TIPOBEACHMS aHAIM3a
B 3aBHCHMOCTH OT IToKa3aHui. [10JTHOCThIO aHAIN3 TOJI-
KeH OBITH 3aBepIleH IPHU YBEPEHHOCTHU CIICLIMAINACTA B
TOM, YTO YMCJIOBBIE M CTPYKTYPHBIC aHOMAJINN UCKITIOUe-
HBI Ha YPOBHE, COOTBETCTBYIOIIEM IPHYMHE HAIIPaBICHUS
Ha MCClIeTOBaHNUE.

B 1a6a. 2 ipencraBieHbl KpUTepUU NACHTU(DUKAIIIT
qurcia cerMeHTOB (09H10B) ITpu G-0KpalInBaHUN XPOMO-
COM.

B tex cyuasix, Korga Ipu aHaIu3e IpermapaToB He yua-
eTCsl JOCTUYh MUHUMAJIBHO TOITYCTUMOTIO IIJIsI COOTBET-
CTBYIOIIIETO TTOKA3aHMSI YPOBHS pa3perieHus nuddepeH-
MAJIbHOM OKpacKy, ¥ aHOMAJIMU He BBISIBJICHBI, HE BCET-
Ia HeoOXOIMMO MOBTOpHOE HcciaemoBaHue. [locie
00CYXIeHHS C BpauyoM, HAIIPaBUBIIMM ITAIIICHTA Ha WC-
cJemoBaHKe, MOXHO BEIIATh 3aKJIIOUCHUE, CIE/IaB B HEM
COOTBETCTBYIOIINE KOMMEHTAPHH.

4.3.5. XpoMOCOMHbDII1 aHanus3

B n1abopaTopuu 1OKHBI OBITH pa3paboTaHbl TPOTO-
KOJIBI C KpUTEPUSIMU XPOMOCOMHOTO aHaJIM3a TTPU Pa3ind-
HBIX TTOKa3aHMsX. {7151 aHanm3a UCIONb3yIOT TOJTHBIE Me-
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TaasHble TUTACTUHKY C XOPOIITUM pa30dpPOCOM XPOMOCOM.
HemnonHble maacTMHKY (C YUCIOM XPOMOCOM MeHee 44),
TaKKe KakK IJTAaCTMHKU ¢ MHOXECTBEHHBIMM HAJIOXKECHUSI-
MM, TOJDKHBI OBITh MCKITIOUEHBI U3 aHAJIN3a.
Mertada3zHblii aHaIM3 BKJIIOYAaET COMOCTaBIEHUE TO-
MOJIOTUYHBIX XpOMOCOM (a TakxXe OLIeHKY 0JJOKOB X- U
Y-XpoMOCOM) — MOCETMEHTHBII aHaIu3 («02HA 3a 09H-
noM»). Eciiv omrH roMoJior u3 mapbl BOBJIEYEH B HaJIOXe-
HMeE, 3Ta Mapa TOMOJIOTOB JIOJKHA OBITh HE3aBUCHUMO ITPO-
aHaJIM3UPOBaHa B APYTUX IJIACTUHKAX, YTOOBI UCKITIOYNTh
CTPYKTYpHBIE TIepecTpoiiku. Takum o6pa3oMm, ISl TIOTHO-

ro aHaJin3a, Kak MpaBujIo, TOJKHBI OBITh ITOACYUTAHBI U
MpOoaHaJIM3UPOBAaHbI MOTIOJIHUTEIbHBIE TNIAaCTUHKY. B Ta-
onuie 3 MpuBeIeHO YMCIo MeTada3HbIX MIACTUHOK, KO-
TOpPOE JOJKHO OBITh MPOAHATM3UPOBAHO TSI KaXKIOTO TH -
ma TKaHei. 151 KOHCTUTYTUBHOTO aHajn3a B OOJIBIITMH-
CTBE clTy4yaeB JOJIKHO OBbITh TpocMOTpeHo 11 MeTadazHbIx
IUIACTUHOK (C KaYeCTBOM OKpacKU He HUXKe MUHUMAJIb-
HOTO IIJIs1 TaHHOM TTPUYMHBI HanpasieHust). [1paBuma a-
©GopaTOpUU MOTYT IIpeaycMaTpUBATh TIOCETMEHTHBII aHa-
JIU3 U TIOACYET OOMBIIEro Yyrcia MIacCTUHOK, YeM MUHU-
MaJibHOe, yKa3aHHoe B Tabua. 3, Hampumep, IIs

Tabnuya 1

PeKkomeHAaLMN N0 MMHUMaIbHOMY YPOBHIO pa3pelueHuns auddepeHunanbHoi OKpacku
B 3aBMCUMOCTI OT NOKa3aHNi AnA NccnefoBaHmns

[MokazaHus s uccaenoBaHus (KOHCTUTYTUBHBIN aHAIN3)

Tpe6oBaHUsI K MUHUMAJILHOMY YPOBHIO pa3peliie-
Hus nuddepeHunansHoit okpacku GTG (vnu npy-
TOl 9KBUBAIEHTHOU OKPACKH) B 3aBUCUMOCTH OT
TIOKa3aHUsI JJIST KCCIIeNOBaHUS (YMCIIO O9HIOB Ha
TaryIOuAHBIN HAOop)

[MonTBepxaeHNe aHEeYTUIOUANI Ha TIperapaTtax U3 KIeTOYHBIX KYJIbTyp (IMM(OLUTOB
KPOBH, KJIETOK aMHUOTUYECKOM KUIKOCTH), a TAKXKE Ha IpenapaTax, IpUroTOBIEH-
HBIX MTPSIMBIM METOIOM U3 HATUBHBIX 00PA31I0B 1/MIM KPATKOCPOUHBIX OPTaHHbBIX
KYJIBTYP BOPCUH XOPUOHA,/ TITALIEHTHI

<300 63H10B

HckiioueHre KpymHBIX CTPYKTYPHBIX XPOMOCOMHBIX TIEPECTPOEK Ha MpenapaTax u3
KJIETOUHBIX KYJABTYp (JIUM(OLMTOB KPOBH, KJIETOK aMHUOTUYECKOM XXKUAKOCTH), a TaK-
K€ Ha Mpernaparax, IpUroToBJIEHHBIX MPSIMbIM METOJOM M3 HATUBHBIX 00pa3LIOB U/
WJIM KPATKOCPOUYHBIX OPTaHHbBIX KYJbTYP BOPCUH XOPUOHA/TUTaLleHTHI

300 63H10B

WnenTrdukamms 1 UCKIIIOYEHNE MEJIKMX CTPYKTYPHBIX TIEPECTPOEK Ha MperapaTax u3
KJIETOYHBIX KYJIBTYD (JIMM(OIIMTOB KPOBH, KJIETOK AMHUOTHYECKOM KMUIAKOCTH), a TAK-
K€ Ha Tpernaparax, IPUTOTOBJIEHHBIX IPSMBIM METOIOM M3 HATUBHBIX 00Pa3LOB 1/
MJIA KPaTKOCPOUYHBIX OPTAHHBIX KYJIBTYP BOPCUH XOPMOHA/TUIALIEHThI

400 63HI0B

H[[CHTI/IC]JI/IK&LH/IH N UCKITIOYEHME MEJIIKUX CTPYKTYPHBIX IIEPECTPOCK HA Nperiaparax M3
KYJIbTYpPbI J'I]/IMCI)OL[I/ITOB pu 00C/IenI0OBaHN Y TTALIMEHTOB C SaZ[Cp)I(KOﬁ TICUXOMOTOPHO-
TO pa3dBUTUA, BPOXKIACHHBIMU MMOPOKaAaMH I/I/I/IJ'[I/I MUKPOAHOMAJIMAMMU PAa3BUTHSA, a TAKXKE
CYIPYKECKUX Iap C IPUBbIYHBIM HEBbIHALIMBAHUEM 6CpCMCHHOCTI/I

550 63Hm0B*

[Tono3peHne Ha CHHIAPOMBI MUKPOCTPYKTYPHBIX XDPOMOCOMHBIX IT€PecTpoeK (Koraa
HET BO3MOXHOCTH UCTOJIb30BaTh FISH-30H1bI)

700 63HI0B

* [1py 0OHApyXEHUY HOPMAIBHOTO KAPUOTHUIIA B CTydae BhIPaXKEHHOUN KITMHUIECKON KapTHUHBI (MHOKECTBEHHbBIE BPOXKICHHbIE TIOPOKU M/ WJIA aHO-
MaJIM¥ Pa3BUTHSI, YMCTBEHHAST OTCTAJIOCTb) JIUISl YTOUHEHUST IMarHO3a XKeJIaTeJIbHO UCIIOb30BaHME MOJIEKYISIPHO-TEHETHYECKUX Y MOJIEKYJISIPHO-

LUATOTEHETUYECKUX TEXHOJIOTUM.

Tabnuya 2

Cucrema oLeHKM KayectBa G-oKpacku [4, 5]

KauectBo G-0oKkpacku

HNnenTudukaims CerMeHTOB

OTcyTCTBYET

M[[CHTI/I(I)I/IL[I/I]Z)OBaTI) XPOMOCOMBI HET BO3MOXKHOCTHU

OxkoJio 150 cerMeHTOB

Kaxmnast xpomMmocoMa MOXKeT ObITh MACHTU(hULIMPOBAHA MO CUTHAJIBHBIM CErMEHTaM

Oxkoo 400 cerMeHTOB

BunHb 2 4eTKHX TeMHBIX 0JI0Ka Ha 8p 1 9p M TpU TeMHBIX cerMeHTa B cepeaute 5q (5q14, 5q21, 5q23)

OxkoJ10 550 cerMeHTOB

BumHBI 4eTBIpe YETKMX TEMHBIX CETMEHTa Ha 18q u
Tpu Ha 11p, 7q33 u 7q35,
MOXeT ObITh, BUIcH 22q13.2

OkoJio 850 cerMeHTOB

[posiBrstiotcst cerMeHTHI 616, 6q24, 6325.2 1 6q26.
OrueriuBo BuaHGBI 11pl4.1, 11p14.3 u 15q12.
Ha 20p He MeHee IBYX TEMHBIX CETMEHTOB.
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HWCKJTIOYeHUST MO3anIIM3Ma BO BCEX CIyJasiX, a He TOJIbKO
B TeX, TJe er0 MOXHO TpeIiojlaraTh Ha OCHOBAaHWM MH-
dopmarnm, ykazaHHOH B HAIIpaBJICHUH.

4.3.6.Cuctembl aHann3a N306paxkeHunin

TpaguimoHHOE KCCISI0BaHKE XPOMOCOM IIPH MUKPO-
CKOIIMY XKeJIaTeJIbHO JAOITOJIHATh UCITOJIb30BAHMEM aHAIM -
3upylonux cucreM. I[1pu 3ToM ciieayeT uMeTh B BUAY, YTO
MpU aHaIu3e M300pakeHU MeTada3HBIX MJIACTUHOK C
Ype3MEpPHBIM Pa30pOCOM XPOMOCOM MaJible MapKepHBIE
WJIM CBEPXYUCICHHBIE XPOMOCOMBI MOT'YT 0Ka3aThbCsl HE
BBISIBJICHHBIMU.

4.3.7 Kontponb

[Ipu HaTMIUM B IITaTE JJAOOPATOPUU HE MEHEE IBYX
CITEIINATICTOB-IIUTOTCHETUKOB KEJIATSIbHO MEPEXOIUTh
Ha KoJUleTHaJibHbIM crioco0d padoThl. I[Ipu aTOM Kaxabiit
0o0pasell McCIeayIoT Ba crenranucta. OQuH MUTOTeHe-
THUK MPOBOAUT XPOMOCOMHBI aHAJIU3 B 00bEME, COOTBET-
CTBYIOIIIEM HaIlpaBJICHUIO HAa MCCIIeIOBaHIE, BTOPOU M-
TOT€HETHUK («IIPOBEPSIONINIT») IPOBOIUT IMOCETMEHTHBIM
CpaBHUTENILHBIN aHaJIU3 TOMOJIOIoB Mo 3 MeTada3HbIM
IuTacTHKaM. JIJ19 TIpoBepKU MOTYT OBITh MCIIOJIH30BaHBI
Te 3Xe camble MeTadas3HbIe INIACTUHKY, YTO U JIJIST TTIEPBUY-
HOTO aHanM3a. PeKoMeHmyeTcst He3aBrucuMasi («Cyerasi»)
MPOBEPKA, KOTAA IPOBEPAIOLINIA HEe 3HAET PE3YJILTAT Iep-

BUYHOTO aHanu3a. [1o okoHYaHUM pabOTHI CIIeIIMATMCThI
COCTABJISTIOT COBMECTHOE 3aKJTIOUEHUE O KApUOTHUIIE, U TIOJI-
nuckiBatoT ero. [1pu KoternaTbHOM cnocode paboThI ro-
JOBasT Harpy3Ka IIMTOreHeTHKa JOJI’KHa ObITh YMeHbIIIEHa
Ha 25%. B cnydae, ecim B 1abopaTopuy paboTaeT TOJIBLKO
OIIMH CITEIMAJIMCT-IIUTOTCEHETHK, XKeJIaTeJIbHO MPEeIyCMO-
TPEeTh BO3MOXKHOCTb COTPYIHMYECTBA C IPYTMMHM Jlabopa-
TOPUSIMH.

5. 0COBEHHOCTU XPOMOCOMHOI'O AHAJIU3A

5.1 MPEHATAJIbHbIE OBPA3LibI

JlaGopaTopuu, mpoBOASIIME MPEeHATAIBHbIE UCCIIENO0-
BaHWsI, JOJKHBI OBITh OOOPYHNOBaHBbI, 1O KpaiiHel Mepe,
NBYMSI MHKyOaTOpaMu JJIs1 pa3nejbHOTO KyJbTUBUPOBA-
HUS 00pa3LoB.

5.1.1 KynbTuBupoBaHune KNneTok aMHNOTNYeCKOoI
Kunagkoctun

7151 CHUDKEHMST PUCKa KOHTaMMHAIIUKM WK TTOTEepU
KYJIbTYphI 13-32 HEMCIIPABHOCTU MHKYyOaTOpa HEOOXOMM-
MO IyOJIupoBaTh KyJbTypy, 00padaThiBaTh 00pa3libl OT-
JEJIbHO U COZIEPXaTh B Pa3HbIX TEPMOCTATAaX, IIPU BO3MOX-
HOCTH IOJKIIOUEHHBIX K HE3aBUCUMBIM MCTOYHUKAM
sHepruu. Heo6xonumMo nmpoBOIUTh MPeaBapUTEIbHOE Te-
CTUPOBAaHUE KaXI0i MapTUM KYJIbTYPaJIbHBIX CPEI U ApY-

Ta6nuya 3

PeKkomeHAaLMM N0 MUHMMaNbHOMY KONN4YecTBY MeTadasHbIX NNacTUHOK/MHTepdasHbIX Aaep,
Heo6XxoANMbIX ANA NPOBEeAEHNA LUTOreHeTNYEeCKOoro/MoeKynApHO-LNTOreHeTN4Yeckoro ncciefoBaHns

AHanus [Moka3anwusi/BuUI UCClieNOBaHMsI/ Yucno meradaszHbIX MIACTUHOK/ O611ee yncino MetadasHbIX MIACTU-
pe3ysibraT uHTepda3HbIX gaep 1S aHaIM3a HOK/ UHTep(Ma3HBIX siep TSI aHaTn3a
IMocTHaTaNbHBIN KOHCTUTY- CraHmapTHBIN 11 meTada3HbIX MIACTUHOK () 11 meTada3HBIX TTACTUHOK

TUBHBINA

HckinoyeHne Mo3auim3Ma win 11 MeTaca3HBIX TUIACTUHOK 27 (50) MeTada3HBIX MIACTUHOK
aHOMaJIMu, OOHAPYXEHHOI B Of1-

HOM KJIeTKe

IMoct/npeHaranbHbI KOH-
CTUTYTUBHBII

CraHgapTHBII 1o 5 MeTadas3HbIX MJIACTUHOK U3 IBYX 11 meTaca3HbIX IJIACTUHOK (C)
HE3aBUCUMBIX KYJIbTYp (b) Uu He-
CKOJIBKUX Pa3HbIX BOPCHH, €CJIU UC-
TOJIB3YIOT «IIPSIMBIE» U «TTOJIYTIPSI-

MBbIC» TIpE€TIapaThbl

ITpeHaTaabHbI KOHCTUTY-
TUBHBIA

IMoct/npeHartanbHbI FISH Ha meTada3HbIX TUIaCTUHKAX 5 MeTada3HbIX TUIACTUHOK —

IMoct/npeHaranbHbI FISH Ha unTepdasHbIX simpax 100 unTepdazHbix suep (d) -

IpeHaTajibHbIi CKPpUHUHT FISH Ha untepdasHbIX sipax 30 uHTepdasHbIX saep (e) 110 50 uHTepda3HbIX AP

Ilpumenanue: a — B TOM 4MCJIE TTOJIHOCTBIO MPOAHATU3UPOBAHHBIX MeTa(a3HbIX TUIACTUHOK (TTOCETMEHTHOE CPaBHEHUE TOMOJIOTOB Ha ypoBHE 550
02HIIOB) HE MeHee 3-X.

b — onHa KyJbTypa, eCliv IPUMEHSIIOTCS ApyTrue MeTonbl netekiuu aneyronauu (FISH wim MonekynsipHO-TeHeTUIeCKue)

C — MOXET MOTPeOOBATHCS MOJCUET AOTIOTHUTENbHBIX KJIETOK, YTOOBI MCKITIOUUTh MO3aULIM3M UM aHOMAJIMIO, OOHAPYXKEHHYIO B OTHOU KJIETKE.

d — U1 CKITIOUEHUS MO3auIM3Ma WM aHOMAJIMU B OHOM KJieTke (cM. Tabsuity 3 B [1puioxenuu b).

€ — JUIS KaXJ0To 30H/a U3 Habopa JUIsi CKpMHUHTA aHEYTIJIOUIUA.

Pacumpenue aHanm3a win yBeJIMUeHMEe YKciia MpoaHaIM3MPOBAHHBIX KJIETOK 0OOCHOBAHO, €CJ/IM €CTh KIIMHUYECKUE YKa3aHUs WU MOI03pEHNE Ha
MO3auI13M.
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TMX peareHTOB, YTOOHI M30eXaTh MHIMOMPOBAHUS POCTa
KJIETOK TIpeHaTaJIbHBIX 00pa3iioB. [IpeHaTaqbHbIE KYJIbTY-
DBl pPEKOMEHIYIOT COMepKaTh B IBYX Pa3HBIX Cpeaax U B
OITHOM U TO e KyJIbTypaJIbHOM cpejie, HO U3 pa3HbIX IMap-
Trii. To XXKe caMoe OTHOCUTCS M K UCITOIb30BaHMIO APYTHX
PEaKkTUBOB.

IIpu mpoBeneHUY MpeHaTaIbHOM TMarHOCTUKY HaJIM-
yre KOHTAaMMHAIIM MaTePUHCKUMHM KJIETKaMU TOJIKHO
OBITH 00S13aTEIPHO OTMEYEHO U 3aIIMCaHO B COOTBETCTBUM
¢ 1abopaTopHbIMU npaBuiaaMu. [1pu aHann3e HeoOXoaU-
MO MMETh B BUIY BO3MOXHOCTH KOHTaMUHAIIUU KYyJIbTY-
PBl MAaTEePUHCKUMHM KJIETKAMHM, IICEBIOMO3auIIM3Ma, UC-
TUHHOTO MO3aulIM3Ma U XpOMOCOMHBIX abeppaluii in vitro
(kak pe3yabpTaTa KyJbTUBUPOBAHUS KJIETOK). 1 pacmos-
HaBaHMS TaKUX apTedakToB MOKHA OBITh pazpadoTaHa
CITelIMaJIbHAs CCTeMa KOHTPOJISI KYJTbTUBUPOBAHUS KJTe-
TOK M MX aHaim3a. He cienyer mpoBomuTh UKcauio Win
CYOKYJIETUBUPOBAaHME BCEX KIIETOUHBIX KYJIBTYp 13 OITHO-
ro obpasia ogHoBpeMeHHO. [1o BO3MOXHOCTH peKOMEH-
JyeTCsT TIOANEPXXUBATh Pe3ePBHBIC KYJIbTYPHI 10 BbIIAYN
OKOHYATEeJIbHOTO 3aKiTIoueHMs. TakxKe KelaTeIbHO UMETh
00opynoBaHKeE I KPUOKOHCEPBAIIMY XKMU3HECTIOCOOHBIX
KJIETOK, HaIIpUMep B CIydasiX aHOMaJIUii pa3BUTHS Y TIJIO-
Jia, 10 MOMEHTAa 3aBeplIeHUsT OepeMeHHOCTH (MCKYCCTBEH-
HOTO TIpephIBaHUs OEPEMEHHOCTH, TIPEXKAEBPEMEHHBIX WIIH
CPOYHBIX poaoB). JJabopaTtopusim ciienyeT oTaaBaTh cebe
OTYET, YTO TIPU MPOBEACHUN MCCIEI0BAaHUN MOTYT OBITh
TTOJTyYEeHBI KaK JIOXKHOTIOJIOKHUTETbHBIE, TaK 1 JIOXKHOOTPU -
1aTeIbHbIe Pe3yIbTaThI.

5.1.2 KynbTMBUpOBaHUE K/IETOK BOPCUH XOPNOHa
(BX)

Jg LIMTOreHEeTMYECKOTo aHajIM3a npemnaparoB u3 BX
JOCTYITHBI JINOO CIIOHTAHHO ACJIAINMECs SIUTEIUaTbHbIC
KJIeTKU LUTOTpodobaacTa, 100 CTUMYIMPOBAHHBIE K JIie-
JIEHUIO in vitro Gudpo0IacTbl CTPOMBI BOPCUH. AHAJIU3 XPO-
MOCOM Ha IIpernaparax, IIPUTrOTOBICHHBIX MPSIMbIM METO-
JIOM M3 HATMBHBIX 00Pa3I0B WIX KPAaTKOCPOYHBIX OpraH-
HBIX KYJbTYp XOpPMOHa,/TUIalleHTHl (LIMTOoTpodobdiacTa),
PEKOMEHIyeTCsI IOMOJHATh aHAJIM30M MperapaToB U3 10JI-
TOCPOYHBIX KJIETOYHBIX KYJIBTYP (3KCTpadMOPHOHAIBHOM
Me3o1epMbl) [6,7,8]. CodeTaHue 3THUX IBYX CIIOCOOOB aHa-
JIM3a TI03BOJISIET MUHUMU3UPOBATh TMArHOCTUYECKUE OO~
KU, 00YCJIOBJICHHBIC HEPABHOMEPHBIM pacIipeie/ieHUEM
AQHEYTUIOMIHBIX KJIETOK B TKAHSIX XOPHMOHA/TIIAlICHTHI.

[lepen npUroToBacHUEM IIPENapaToOB U KYJIbTUBUPO-
BaHMUEM IIPOBOAMTCS 00sI3aTe/IbHAasI BU3yallbHasl OLICHKa
o0beMa 1 KauecTBa oOpaslia ¢ UCIIOJIb30BAaHUEM CTEPEO-
MUKPOCKOIIA WJIM OMHOKYJISIDHOM JIYITBI, a TAKXKEe yaajie-
HHE IPUMECH KPOBU U IELIMIyaIbHOM TKaHM (IIPU X Ha-
nuruun). Ecu o6beM 00pasiia HerocTaToueH AJisl IPUro-
TOBJICHUS IIpeIapaToB ABYMS CIIOCO0aMM, BO3MOXKEH

BBIOOP OHOTO M3 HUX (TIpEennoYTUTebHEE — KyJbTypa
(ubpobiacToB). PekoMmeHmanuu no KyJbTUBUPOBAHUIO,
uxcanum u ananuzy ¢pudpodiactoB ctpoMbl BX aHano-
TUYHBI PEKOMEHIAIMSIM 110 KYJIBTYpaM KJIeTOK aMHUOTH -
yeckol xuakoctu. [Ipu HemocTaTouHOM AJ1s1 MeTadas-
HOTO aHaJI3a MUTOTUYECKOM MHAEKCE 1U/UJIN IIPU MO3a-
WIIM3Me aHaJIi3 Ha «IIPSIMBIX» TIperapaTaX MOXeT OBITh
nomnoyHeH MetoaoM FISH c coorBercTBytomumu JJHK-
30HIaMU.

[Ipu nHTEpIpeTalIy Pe3yIbTaToOB aHaIM3a KiieToK BX
BaXHO TTOMHMTb, YTO JIJISI OIIPENEICHUS TUTIAa MEeKTKaHEe-
BOTO MO3aulIM3Ma HEOOXOAMMO UCCIe0BaTh HE TOJIBKO
KJIETKM 9KCTPadMOPUOHAIbHBIX TKaHe! (LiuToTpodobia-
CTa 1 CTPOMBI BOPCUH), HO U KJIETKU 1utona. CiaemyeT moM-
HUTb, YTO 00II1asl YacCTOTa IJIALIEHTAPHOTO MO3auliu3Ma C
TKaHece(UIHON MM paBHOMEPHOU JIoOKaJM3alueit
aHEYTUTOMIHBIX KJIETOK B 3KCTPa3MOPHNOHATbHBIX TKAHSIX
MPU HOPMAJIBHOM KapyOTHIIe 1utona (Tursl 1, 2, 3) He mpe-
BhIaeT 2%; Mo3auliu3Ma ¢ HOPMaJIbHBIM KapUOTUIIOM B
TUIAlIEHTe M aHEeYTJIOMIHBIM B KJIeTKax riofa (TUMsl 4, 5,
6) — 0,5%; reHepann3oBaHHOIO Mo3auiu3Ma (C HaJTMYU-
€M aHEeYIUTOMIHBIX KJIETOK M B IUIALIEHTE, M B TKAHSIX ILJIO-
na) —0,1%.

5.1.3 KynbTnBMpoOBaHue K/IeTOK KPOBU nnoga

Ilepen KyJIbTUBUPOBAaHUEM CIIEAYET YOSIUTHCS, UTO
00pa31bl MYITOBMHHOM KPOBU HE COAEPXKAT ITpUMeceii Ma-
TEPUHCKOI KPOBU U UMEIOT TOJIBKO TUIOTHOE MPOUCXOX-
nenue. JIy1st 3TOro MOXXHO MPUMEHSTh pa3IMYHbIC J1a00-
paTopHbIe METOMBI: aBTOMAaTUYECKUIA CYETUYMK YACTHIIL,
onpeaeeHre eaoyHoi ocdarasbl, MeTon Kieiixaysp-
betke nnu Tect AnTa (LIBeTHas peakiius Ha reMOIJIOOUH B
pacTBOpe TUAPOOKMCHU HaTpus win Kanust). Eciu ongHo-
BPEMEHHO ITPOBOMSITCSI aMHUOILIEHTE3 U KOPAOILIEHTE3, TO
HY>KHO KYJIbTUBUPOBATh U aHAIM3UPOBATh 00a oOpa3ua (1
KJIETKM aMHUOTMYECKON XMAKOCTU, U IYIMOBUHHYIO
KPOBb), KpOME CJIyyaeB, KOIa MOSIBISIOTCS BECKUE TTPH-
YUHBI 3TOTO He JIejaTh (HalpuMep, €Ciay B 00paslie MyIo-
BUHHOI KpOBM OYIeT BhIsIBJIeHA HecOalaHCUpOBaHHAasA
XpPOMOCOMHAsI aHOMAaJIusl).

5.1.4 BuomaTtepuan COHTaHHbIX BblK1AbIwen/
o6pasubl nocne npepbiBaHNA 6epeMeHHOCTU

Bepudukamnus (moarsepXaeHue) KapuoTHUIIA TI0IA B
CJIyJae BBISIBJICHHSI XpOMOCOMHOM aHOMAaJIMY TIPeHATAJIb-
HO Y TOCJICIYIOIIETO MpephIBaHUS O€pPEMEHHOCTH XeJla-
TeJIbHA U MOXET SIBJIATHCS YaCThIO BHYTPIIA00PaTOPHOTO
KOHTpPOJISI KadyecTBa. JIJIsl BBISIBIICHUSI XPOMOCOMHOM T1a-
TOJIOTWH B XOPHOHE/TIIAleHTE, TUM(OIIUTAX ITyTIOBUHHOMN
KPOBH ILIOJIA WJIH KJIETKAX aMHUOTUIECKOM XXUIKOCTU MO-
TYT OBITh MCITOJB30BaHbl UTOTeHeTU4Yeckuii, FISH-
aHAJIN3 W MOJICKYJISIPHO-TEHETUIECKIE TEXHOJIOTHH.
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5.2. XPOMOCOMHbI/I MO3AULIN3ZM

5.2.1. Mo3anymsm B NOCTHaTaJIbHbIX
nccneaoBaHNAX

B ciyuasix, Korma MOKHO OXXKMIATh HAJTMIKME MO3AMIIN3-
Ma (HarpuMep, TIpU aHOMAJIHSIX TIOJIOBBIX XPOMOCOM WIIH
CHHIPOMAX, O0YCIIOBICHHBIX JIOMKOCTBIO XPOMOCOM), UHC-
JIO TIPOCMOTPEHHBIX ¥ M3YIeHHBIX MeTada3 JOJKHO OBITh
JMOCTaTOYHBIM, YTOOBI MCKITIOYNTH MO3AUIIN3M 1 KJIOHAb-
HOCTb. PacimpeHHbII aHaImM3, BKITIOYAIOTIA UCCIIeI0Ba-
Hue He MeHee 30 MeTada3HBIX INTACTUHOK, peKOMEHTyeTCSsI
TIpY TIOTO3PESHUH Ha MO3aUIIN3M I10 KIIMHUYECKMM T10Ka3a-
HUSM (TaOJIMIIBI TPAHUIL TOBEPUTEIIBHBIX MHTCPBAJIOB IS
HMCKITIOUCHUSI MO3aUIIM3Ma B KYJIBTUBUPYEMbBIX JTUMQOIIN-
Tax ¥ KOMMEHTap1u K HUM cM. B pabote E. Hook, 1997 [9]).
B cygasx BeISIBJIEHUST MO3aMIIM3Ma T10 TTOJIOBBIM XPOMOCO-
MaM IIPEKIIe BCETO CIIeAyeT MMETh B BUIY CBI3aHHYIO C BO3-
pacToM IIOTEPIO OMHON M3 X-XPOMOCOM Yy XCHIIWH U
Y-XpOMOCOMBI Y MYy>KUHH.

ITpu o6cirenoBaHNM KEHIIWH ¢ TIPUBBIYHBIM HEBBIHA-
IIMBaHNEM OEpeMEHHOCTH 0e3 IMON03peHUI Ha CHHIPOM
HlepemeBckoro—TepHepa HaIMYKUEM KJIETOK C MOHOCO-
MHeR X-XpOMOCOMBI Ha ypoBHe He Gostee 10% npu aHam-
3e 30—60 MeTadas3HBIX IJIACTUHOK MOXHO IPEHEOPEYh
[10—13]. Ho cnemyeT MOMHUTH O CYIIIECTBOBAHWUM HE TOJIb-
KO MEXKJIETOYHOTO, HO M MEXKTKaHEBOTO MO3anuII1u3Ma (TO
€CTh O PA3IMIMSIX MEXKIY TKAaHSIMU 110 HAJTWUUIO W JOJIC
KJIETOK C pa3HBIM KaproTuroMm). [Ipu 3ToM cOOTHOIICHME
HOPMAaJIbHOTO I aHOMAJIbHOTO KJIOHOB B Pa3JIMYHBIX TKa-
HSIX MOXKET OBITh PA3IMIHBIM.

Kpowme Toro, mpu KyJIbTUBHPOBAHUH KJIETOK BO3MOX-
HO 00pa30BaHME KIIOHOB C aHOMaJIBHBIM KApUOTUIIOM. DTO
SIBJICHNE HOCUT Ha3BaHMeE «IIceBIOMo3aniin3mMar». Hampu-
Mep, Y HOpMaJIbHBIX MHINBUIAYYMOB MOTYT BCTPEUAThCS
eOIMHWYHBIC MeTada3HbIe TIACTUHKHN ¢ TPaHCIOKAIIMEH
MeXIy XxpoMocoMaMu 7 B 14, 94TO BBI3BAHO YCIOBHUSIMU
KyJbTUBUPOBAHUS JTUM(MOILINTOB.

FISH aBagercsa Hanbosee MoaxoasiimM METOLOM I
MMOATBEPKACHUS MO3aUIIN3Ma ITPY HAJTMIUU COOTBETCTBY-
IOIIMX 30HI0B. B HEKOTOPBIX cIydasix HEOOXOIMMO HC-
CJIeIOBaTh IIpeTapaThl U3 KJIETOK IPYroil TKaH!, HAIIPH -
Mep, IPA TPUCOMUM 110 XpoMocoMe 8. I1pu momo3peHun
Ha cuaapom IMammcrepa—Kunnmana (Pallister—Killian,
OMIM 601803) ucciaemoBaHye Hy>KHO ITPOBOIUTE Ha TIpe-
mapaTax M3 KJIeTOK HEKYJIbTUBUPOBAaHHOM KPOBU U IPY-
TOU TKAHMU.

Hukakue aHaIM3bI He MOTYT OMHO3HAYHO MCKITIOUUTD
MO3aunu3M. B ciydae BBIABICHUSI HU3KOTO YPOBHS MO3a-
WIM3Ma C HEICHOM KIIMHUYECKOW 3HAYMMOCTBIO 1O BbIAA-
YU 3aKJIIOYEHUS PE3YJIbTAT CIEAYET OOCYAUTH C BPAYOM,
HaIIpaBUBIINM Ha UCCJICIOBaHHE.

5.2.2, Mo3anyunsm B npeHaTaNbHbIX
nccnegoBaHNAX

Jng xaxmoro oopasiia peKOMEHAYIOT UCIIONb30BaTh
JIBE WJIN TP KyJIbTYpPbl. AHAJIU3 BTOPOI WIM TPETheil KYib-
TYPBI IPOBOJST MPY TOAO3PEHUHN Ha MO3aUIIU3M UJIU TICEB-
JIOMO3auLIM3M, HAaIIpUMep, IIPU TPUCOMUM 2, KOTAAa aHO-
MaJIusl HECOBMECTHMA C JUIMTEIbHBIM Pa3BUTUEM ILIOAA
[14, 15]. Kak nipaBuio, ecliv OIHA U Ta XXe aHOMAaJIusI IIPU-
CYTCTBYET B IIBYX HE3aBUCUMBIX KYJIbTypax, MO3aUIIM3M
TOATBEPXKIACTCS.

s mpenapaToB in Sifu JOITyCKAIOT IIPOBEIecHNE aHa-
JIN3a KJIETOK OMHOM KYJIBTYPHI, €CJIM OHU IIPOMCXOMISIT U3
pa3HbBIX KoJIOHMH. OMHAKO YTOOBI UCKIIIOUMUTH IICEBIOMO-
3aULIM3M, PEKOMEHIYIOT UCITOIh30BaHME ABYX U 0oJjiee He-
3aBUCUMBIX KyJIbTyp. [Ipy mocTaTOYHOM KOJMYECTBE KO-
JIOHUI TTOACYMTHIBAIOT U aHAIM3UPYIOT HE MEHEe TpeX Kile-
TOK M3 KaXIOoil KoJoHuUHU (KpoMme cliydaeB, Koria
HMCKITIOYAIOT aHOMAJIUIO €AMHCTBEHHOM KJIeTKM). Ecin Ko-
JIOHUII HEOCTATOYHO, B 3aKJIIOUCHUU TOJIXKHO OBITh Cle-
JIaHO cIielMajabHoe yKazaHue. CiemayeT UMeTh B BUIY, UTO
MpU CTAaHOAPTHOM aHAJIM3€ MOTYT OCTaThCsI HE BHISBJICH-
HBIMU HEKOTOPBIE CITy4ar UICTUHHOTO XPOMOCOMHOTO MO-
3aMIM3Ma ¥ MEJIKME CTPYKTYPHBIE TIEPECTPOMKU XPOMO-
COM.

B COII pexoMeHayIOT onucaTh MPOLEAYPhI BbISIBIIC-
HUS pa3IMYHBIX TUTIOB MO3aul3Ma (CM. TipuiioxkeHue b).

IIpu KyAbTUBUPOBAHUY AMHUOTUYECKUX KIIETOK UC-
ceI0BaHME MO3auII3Ma JOJIKHO OBITh IIPOBEIEHO Ha OC-
HOBaHUU aHAJIM3a HE3aBUCUMBIX KYJIBTYP WIA OTHOM KYJb-
TYpPBI, HO B Pa3HbBIX KJI0HaX. OTCYTCTBHE aHOMAJIbHBIX KJIe-
TOYHBIX JUHHUUN MOXET CIYXWUTh IOATBEPXKICHUEM
HOpPMaJIbHOI 6€pEeMEHHOCTH, HO IIPH BBISIBJICHUY aHOMa-
JIUM B 3aBUCHMOCTH OT BOBJICUEHHBIX XPOMOCOM U IIPUPO-
IIbl HApYIIIEHU MOTYT MOTPe0OBAThCS TOMOJIHUTEIbHbIE
uccinenosanusd [11, 14, 15]. Inst Toro, 4T00bI pa3In4InTh
VCTUHHBIM MO3aulIU3M U abeppaliuu in vitro, peKOMEHIy-
€TCsl MPUMEHSITh METOJl HE3aBUCUMBIX KOJIOHUM. B oTHennb-
HBIX CIIydasix TpeOyloTcs 0oJiee TiaTeIbHasI OlleHKa U 00-
CYXIIeHUe pe3yIbTaTa, a YNC/I0 MOACYMTAHHBIX U IIPOaHa-
JIM3UPOBAHHBIX KJIETOK MOXET OBITh yBeTn4yeHo [11].

I1pu uccnenoBanuu o6pa3uoB BX ypoBeHb MO3anIIN3-
Ma MOXKET 3aBHUCETh OT PacIpeneeHUSI aHOMAaJINii B KJIET-
Kax pa3HOro THUIIA: Ha «IIPSIMBIX U «IIOJTYIIPSIMbIX» IIperia-
parax (B HUTOTpod0OIaCTe) U B NOJTOCPOYHBIX KIIETOY-
HBIX KyJIbTypax (B 9KCTpadMOpPHUOHAIBLHON Me301epMe) U
OT BOBJIEYEHHBIX XxpoMocoM [6—8]. B maGopaTopum cie-
IyeT UMETh IIPOTOKOJI, B KOTOPOM OITMCAHbBI I€ICTBUS B
ciIy4yae, eCIM LIMTOIeHeTUIECKIE HAXOIK! He COOTBETCTBY-
0T IIpUYMHE HaIllpaBJIeHMS Ha UCCIenoBaHue (HalIpumMep,
HOPMAaJIbHBIN KapUOTUII TIPY AHOMAJIMSIX Pa3BUTHSI, BBISIB-
JICHHBIX TIPY YIBTPa3ByKOBOM MCCJICIOBAaHNH ILIOAA).
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CrenyeT NpMuHUMaTh BO BHUMaHUE U BO3MOXHOCTb
omgHopoauteabckoit nucomuu (OPJ). 3akitoueHue B Ta-
KHX CJIyYyasix peKOMEHAYIOT BblAaBaTh MOCJE TOTOJHU-
TeJIbHBIX UCCIIeTOBaHUA.

Hckmouenue OP/I 06s13aTeIbHO TTPU MEXKKIIETOUHOM
Mo3aulu3Me (TPUCOMUS/IUCOMMUS), a TaKXKe MPHU MO~
TBEP>KACHHOM OTPaHUYEHHOM ITJTalleHTApHOM MO3aulIU3-
Me ¢ BOBJIeueHHeM xpomocoM 7, 11, 14 u 15, mpu roMoJio-
TUYHBIX U HETOMOJIOTUYHBIX POOEPTCOHOBCKUX TPAHCIIO-
KallusiX, B KOTOpbIe BOBJ€UYEHBbI XpOMOCOMBI 14 u 15,
MapKepHBIX XPOMOCOMaX, SIBJISIOIIUXCS TPOU3BOIHBIMU
xpomocoM 7, 11, 14 wm 15 [8, 16, 17].

5.2.3 KoHTamnHaLuMa MaTepyuHCKUMIN KneTKamu

Ecnu KoHTaMWHAIIUS MATEPUHCKUMU KJIETKaMHU TTpe-
BoIlnaet ypoeHb 111 wnu cocrapsieT 6oiee 10% KiteTok B
OIHOI KyJbType, HEOOXOIMMO J0 BBIIAYM 3aKJIIOUCHUSI
MMPOBECTU JOMOJHUTEIbHbBIE UCCIIEIOBAHMS C UCIIONb30-
BaHUEM JII000TO MOJIEKY/ISIPHOTO METO/Ia, KOTOPBIi T03BO-
JISIET MOATBEPAUTD MM UCKITIOUUTH XMMEPU3M IIyTEM CpPaB-
HUTEIBHOTO aHAIN3a C MATEPUHCKUMU aJUIEISIMU.

5.3 CUHAPOMbI XPOMOCOMHON
HECTABMIbHOCTU

B cB43u ¢ peakoii 4acToTol CHHAPOMOB, CONPOBOXKIA-
OMMXCA XPOMOCOMHOI HECTAOWIbHOCTBIO, M MPOOIEMaMH,
BO3HUKAIOMIMMH NPH MHTEPIPETALNH Pe3y/IbTATOB, JJadopa-
TOpPHH, He MMEIOIIHE CIENHATICTOB C ONBITOM Pa0OThI B ITOI
00J1IaCTH, TOJDKHBI OTIPABJIATH 00pPa3IBl HA IKCIEPTH3Y B
cnenuaIn3upoBaHHble yupexaenns. KiaccuyeckuMu cCuH-
IPOMAaMMU C TTOBHIIIICHHOM JIOMKOCTBIO XpPOMOCOM SIBJISTIOT-
cs: aTakCUs-TeJleaHTMaKTa3us (ataxia telangiectasia, cH-
npom JIyu-bap; OMIM 208900), cuanpom biayma (Bloom
syndrome; OMIM 210900), anemust @ankonu (Fanconi’s
Anemia)(OMIM 603467), cunapom Huiimeren (Nijmegen
syndrome; OMIM 251260), cunnpom PoGeprca (Roberts
syndrome; OMIM 268300), cunapom Bepuepa (Werner
syndrome; OMIM 277700), ICF-cunapom (OMIM 242860,
OMIM 614069) u Mo3anuHass CMelllaHHAs aHEyCOMMUS
(MVA)(OMIM 257300). Apyrvie CHHIPOMBI, COTIPOBOXIA-
ouecs AedekTaMyu peIUIMKalluy W/WUIK pernapanuu
OHK, nanpumep, cuaapoMm Koxkkeitna (Cockayn syn-
drome; OMIM 216400) win nUrMeHTHas KcepoaepMa
(Xeroderma pigmentosum; OMIM 133510, 278700, 278730,
278780), He MOTYT OBITh TMATHOCTUPOBAHBI ITUTOTCHETH -
YeCKUMU METOIAMMU.

B uccienoBaHuAX KOHCTUTYTHBHOIO KAPHOTHIIA HEIO-
MYCTHUMO IPOBOIUTH OLEHKY CIIOHTAHHOTO YPOBHSI XPOMOCOM-
HBIX a0eppaumii, TAK KaAK KPUTEPHH HCIO/Ib30BAHUA 3TOr0
NOKa3aTeisd B KJIMHUKe He onpeelieHsl. KoMILIeKCHYI0 oLieH-
KY IOCJIeCTBHIA paIHANMOHHOIO MM XHMHYECKOr0 MopaKe-

HUSA He00XOIUMO NMPOBOAUTD 1O COOTBETCTBYIOIIMM NPOTO-
KOJIaM.

I1pu uccnenoBaHuu 3a00J1e€BaHUI, CBSI3aHHBIX C JIOM-
KOCTBIO XpOMOCOM, KJIACTOT€HHBIE UCCIICIOBAaHMS (T.€. HC-
CJIeIOBaHMS C IPUMEHEHNEM KIIaCTOTEHHBIX areHTOB, BhI-
3BIBAIOIINX Pa3phIBBI XPOMOCOM, IIPUMEHSIEMBIE IUISI OIIpe-
IeJeHUs YPOBHSI MHIYIMPOBAHHBIX XPOMOCOMHBIX
abeppalinii) HeoOXOIMMO IIPOBOIUTH B CPABHEHUM C HE-
TaTUBHBIM U, XeJIaTeIbHO, C IIO3UTUBHBIM KOHTpOIeM. Bee
KOHTPOJIbHBIC 1 TECTUPYEMbIC O0PAa3IIbI CICAYeT COOUPATh,
00pabaThIBaTh, KYJILTUBUPOBATh M MCCIEA0OBATH ITapa-
JenbHo. ZKeaTenbHo, YTOObl KOHTPOJIBHEIN 00pa3ell co-
OTBETCTBOBAJI TECTUPYeMOMY (110 TIOJIy, BO3pacTy 1 T.II.).
AHan3 ciieayeT MPOBOIUTD «BCJIEIYI0» Ha 3alIndpoBaH-
HBIX TIpemnapaTax. Yucmo npoaHaIn3upoOBaHHBIX MeTadas-
HBIX TUTACTUHOK JOJIKHO OBITH JOCTATOYHO OoabImmM (50-
100), 4TOOBI BLISIBIICHHOE pPa3IMuMe YPOBHS KJIETOK C XPO-
MOCOMHBIMU abeppaliisiMU Y MallueHTa ¥ B KOHTPOJIBHBIX
o0pasuax ObLI0 CTATUCTUYECKU 3HAUMMbIM.

5.3.1 Cungpom bnyma

Tak Kak HEKOTOpbIE OOJIbHBIE C 3TUM 3a00JIeBaHUEM,
HapsIy ¢ KJIETKaMHU C TOBBIIIEHHOW YACTOTOM CECTPUHCKUX
xpoMatuaHbIx 00MeHOB (CXO), UMEIOT MOIYJISIINIO Kile-
TOK C HOPMATBHOI YaCTOTOI TAKUX OOMEHOB, PEKOMEHTY-
0T uccyenoBarh He MeHee 20 MeTadasHbIX racTuHok. Cire-
IyeT yauTbiBaTh 4acToTy CXO B KOHTPOJIBHBIX 00pa3iiax
npu COOTIOACHUN OJMHAKOBBIX METOAUYECKHUX YCIOBUMA.

5.3.2 AHemua DaHKOHM

st UICKITIOYEHUST COMATUYECKO MyTallMu, TUITNY-
Holi U1 aHeMun PaHKOHU, PEKOMEH/IYIOT IpOaHaTU31-
posatb 50, a myuiie — 100 MeTada3HBIX IIACTUHOK.

Db beKTUBHOCTD UCTIOIB3YEMOT0 KJIaCTOTEHA CleIy-
€T OLIEHUTH JINOO B CPAaBHEHUU C HEOOPaOOTaHHBIM KOH-
TpoJieM, 1160 1o ypoBHio CXO B 06paboTaHHBIX U HE 00-
pabotaHHbIX 0Opa3uax. Cieayet moacYUTaTh CpeHee Ko-
JIMYECTBO Pa3pbiBOB B aOEPPAHTHBIX KJIETKAX U CpeaHee
KOJIMYECTBO Pa3pbIBOB HA HOPMAIbHYIO KIIETKY.

5.3.3 Atakcma-TeneaHrmsKrasusa u CMHGpom
Huiimeren

YacToTy XpOMOCOMHBIX abeppalinii B KyJbType Mociie
MOHU3UPYIOIIETO O0TyYeHUS CIeoYeT ONpeaeisiTh, aHaAI1-
3upys 50—100 MeTacda3HbIX MJIACTUHOK. Tak Kak y HEKO-
TOPBIX MALUEHTOB C ATAKCUEH-TEJIEAHTUIKTA3UEN KIIETKHU
HWMEIOT MPOMEXYTOUHYIO peaKIUIo Ha 00JTydeHre, Ceay-
eT poBoaAuTh aHanu3 50 auddepeHLalIbHO OKpalleH-
HBIX MeTada3HbIX MJIACTUHOK C 1IeJIbIO BBISIBICHUS Tepe-
CTPOEK, BOBJIEKAIOIIMX JJOKYCHI perienTopa T-KJIeTOYHOro
aHTWUIeHa Ha XxpoMocomax 7 u 14.
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5.4 APYTVE PEAKVE CUHAPOMDbI, BbIABJIAEMbIE
MNP UATOTEHETUYECKOM AHAJTIU3E

HecMmoTpst Ha ycniexu B IOHMMAaHUU MOJIEKYJISIPHBIX
OCHOB HEKOTOPHIX 3a00JIeBaHUI, LIUTOTEHETUYECKOE HC-
CJIeIOBaHKE YaCTO SIBJISIETCS IIEPBBIM ILIATOM B [IOCTaHOB-
Ke auarHo3sa. Jjist yBepeHHOCTU B JOCTOBEPHOCTH BBISIB-
JIEHHBIX XPOMOCOMHBIX HAPYILIEHUI TOJIKHO OBITh UCCIIE-
JIOBaHO JOCTATOYHOE YMCI0 MeTa(a3HbIX IUIACTUHOK (He
meHee 50).

5.4.1. Cungpom PoGepTca

151 BRISIBJICHUSI LIGHTPOMEPHOTO Iy drHTA (pa3phIX-
JICHUSI IICHTPOMEP) MJIU XPOMOCOM C TIPEXKIEeBPEeMEHHBIM
pacxoXIeHUEM XpOMATHII B IICHTPOMEPHBIX paifoHaX pe-
KOMEHIYIOT IIpoaHamm3npoBath 50 C-oKpallleHHBIX MeTa-
(hazHbIX IacTHHOK. JIJIs1 MOATBEPKICHUS aHEYILIONINT
cemyeT IIpoaHaIM3upoBaTh He MeHee 50 muddepeHim-
aJTbHO OKpAIlIeHHBIX MeTa(a3HbIX IUIACTHHOK.

5.4.2 ICF cunppom

Hs1 uoeHTH(OUKAIINT aHOMAJIUN TeTepOXpOMAaTHHO-
BBIX paiflOHOB Ha XpoMocoMax 1, 9 1 16 1 BBISIBIIEHUS pa3-
BETBJICHHBIX KOH(PUTYpAIIii peKOMEHIYIOT ITPOaHa I3 -
poBaTh 50 muddepeHINATBPHO OKPAIIeHHBIX MeTa(a3HBIX
TUTACTHHOK.

6. OJIYOPECLEEHTHAA IN SITU TMBPUAU3ALAA
(FISH)

6.1. UCCZIEAOBAHUA

HNurepdasnas u metadasznas FISH ¢ ucnonszoBanu-
€M KaK OJJHOTO, TaK U HECKOJIBKMX 30HIOB MOXET IaTh Ha-
JIEXKHBIE Pe3yIbTaThl B CAMBIX Pa3HbIX KTMHUYECKUX CUTY-
alusIx.

DTOT METOA UCIOB3YIOT I YTOYHEHUS XapaKTepa
TepecTPOeK, BBISIBJIEHHBIX IPU CTAHAAPTHOM IIUTOT€HE-
TUYECKOM HCCIIEOBAaHUM, B CIyJae, €C/Id 3TO UMEET qua-
THOCTUYECKOE WU MTPOTHOCTUYECKOE 3HAUYEHUE, a TAKXKE
pU OOHAPYKEHUU SIBHBIX XPOMOCOMHBIX aHOMAJIUI PU
HETUINTMYHOW KJIMHUYECKON KapTHUHE.

7151 TOnTBEPKIEHUS OYEBUIHBIX XDPOMOCOMHBIX aHO-
MaJTWiA, BBISIBJIEHHBIX TTPU LIUTOTEHETUYECKOM HCCIIeIOBa-
Huu, ucronas3oBaTh FISH He pekoMeHmyeTcs.

Cnenyetr UMETh B BUMly, YTO MHTEHCUBHOCTb CUTHaJIa
kaxporo u3 JIHK-30H10B MOXET BapbUpOBaTh KaK MeX-
Iy ipenapatamu (B 3aBUCUMOCTHU OT CPOKA XpaHEHWUS Mpe-
mapara, ero KauecTBa 1 pa3dpoca XpoOMOCOM), TaK U Ha Ofi-
HoM miperapate. [Ipu mogo3peHny Ha neaeuio Ui nepe-
CTPOUKY Jy4ylIUM moka3ateieM 3(G(HeKTUBHOCTHU
TUOPUAN3AIUAU SIBJISIETCS CUTHAI HA HOPMAJIBHOM XpOMO-
COME, a BHYTPEHHUM KOHTpoJieM pe3dyabraTuBHocTA FISH

CIIY>KWT CUTHaJI KOHTPOJIbHOTO 30Haa. [1py HemocTaTou-
HOI 3(p(heKTUBHOCTY TMOPUIN3AINU TECT PEKOMEHIYIOT
TIOBTOPUTb.

IlepcoHan nokeH ObITh 00y4YeH paboTe CO BCEMU TU-
mamMu o0pa3lioB, UCITOJIB3YeMBbIX IS aHau3a. B mabopa-
TOPUSIX JOJDKHBI OBITh CTAaHIAPTHI TSI KiacCHUKaIMy Ha-
OJIIOCHUI M MHTEPIIpeTalliK pe3yabTaToB. 10JIKHO OBITh
MPOaHaJN3UPOBAHO JOCTATOYHOE YMCIIO KJIETOK B 3aBU-
CHUMOCTH OT THIIA UCITOJIB3YEMOTO 30H/1a TSI MCKJTFOUEHMUSI
VT TIOATBEPKICHUS MO3an3Ma (cM. TaoJ1. 4).

B 6onpminHCTBe ciyyaeB FISH-ananus conpoBoxna-
€TCSl aHAJIM30M KaprOTHIIa C UCITOJIb30BAHWEM CTaHIAPT-
HBIX [IUTOTEHETUYECKHX METOIOB, UTO TT03BOJISIET BU3Ya-
JIM3UPOBATh XPOMOCOMHYIO TIEPECTPOIKY Y YTOUHUTD TOY-
KU pa3pbIBOB.

6.1.1 Tn6punagmnsauma c LeAbHOXPOMOCOMHbIMMN
30HAAMM Ha MeTadasHbIX XPOMOCOMaX

J1s1 aHaIM3a UCIIOIb3YIOT CEPUIAHO U3TOTOBJICHHBIC
30HIbI, TaK KaK OHU SIBJISIIOTCS Oojiee HameXXHbIMU. MH-
TePIPETUPOBATh JIOKAJIN3AIMIO TOYEK Pa3pbIBOB IIPH UC-
nonbw3oBaHuu FISH-meTona cinemyeT oueHb OCTOPOXKHO.
Pe3yibTaThl TAKOIO MCCICIOBAHUSI COITOCTABIISIIOT C pe-
3yJIbTaTaMU, TOJYYCHHBIMU IIPY aHAJIM3€ C UCIIOJIb30Ba-
HUeM IuddepeHINaTbHOTO OKpallluBaHUS.

HyXHO MOMHUTH, UTO paspeliamliias CoCOOHOCTh
Pa3HBIX LEJIBHOXPOMOCOMHBIX 30HI0B MOXET BapbUPO-
BaTbh. HeGoJiblne nepecTpoiiKy MOTYT ObITh IPOITYIIEHBI
MpHU aHAJIU3€e C MCIOJIb30BaHUEM 1IEJIbHOXPOMOCOMHBIX
30H/IOB M3-3a HEPABHOMEPHOTO CBSI3bIBAHUS 30H/A C T10-
CJIeI0BATEIbHOCTSMM BIOJIb XPOMOCOMbBI-MUIIICHH.

6.1.2 inarHocTMKa € NCNoNb30BaHNEM JIOKYC-
cneunuUHbIX 30HA0B

B nuarnoctuyeckux j1abopatopusix OObIYHO MCHOJIb-
3YIOT JOCTYITHBIC CEpUITHO M3TOTOBJICHHBIEC 30HIbI YUIM Ha-
60phI peareHTOB (Kits). Ymcio mpoaHaIM3upOBaHHBIX KIIe-
TOK JOJIKHO COOTBETCTBOBATh UYBCTBUTEILHOCTH 1 CIIEII-
U(UUYHOCTY 30Ha Ha IIperapaTe, HO He JOJIKHO OBbITh
meHee 5. [1pu nmogo3peHrn Ha MUKPOIYTUTMKALIIO pe3yJib-
TaTHI XKeJaTeIbHO MOATBEPIUTh AIbTePHATUBHBIMU (MO-
JIEKYJISIPHBIMA) METOIAMM.

6.1.3 UuTepdasHan FISH

Ocoboe BHUMaHUE CIIEAYET YAeISITh MHTEPIPETAu
pe3yabTaToB. JLOJDKHO OBITh MPOAHAIM3UPOBAHO NOCTA-
TOYHO O0JbIIOe Yncio KieToK (50-100), Tak Kak CUTHA B
UHTepda3HBIX KJIETKaX MOXET ObITh BApUaOEIbHbBIM.

ITpu npoBeaeHUM MPEeHATATBHOU AMarHOCTUKMU B CITy-
yae KOHTaMHWHAaIMKU 00pa3iia MAaTepUHCKUMU KJIETKaMU,
JIOJKHBI OBITh CIEaHbl COOTBETCTBYIOIINE KOMMEHTAPUU.
Crnenmyet uMeTh B BUIy, 4TO MeTon uHtepdaznoro FISH-
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aHaJI13a MOo3BOJISIET BBISIBJISITh JIMILb ONMpPeaeIeHHbIE XPO-
MOCOMHBIE aHOMAJIMU, YTO HEMOCTATOYHO JUIS 3aKJTIoye-
HUs o Kkapuoturne. bojsee Toro, ecau B AOMOJHEHUE K
FISH-aHnanu3y He ObLIO MpOBeaEHO MccaenoBaHue qud-
(bepeHILIMaTBbHO OKpAIIEHHBIX XPOMOCOM, MCCIeI0BaTeb
MOXET clleJaTh OIMO0YHOE 3aKITI0YEHMUE.

Wntepdaznasa FISH MoxeT ObITh JOMOJIHUTETbHBIM
TECTOM JIJIs1 OLEHKU YPOBHS MO3auLIM3Ma I XUMepU3Ma
B KJIETOUHBIX JIMHUSX C aHOMAaJIUSIMU, TIpeIBapUTEIbHO
YCTaHOBJIEHHBIMU MPU CTAaHIAPTHOM XPOMOCOMHOM aHa-
Jm3e.

6.1.4 NpoBepkKa pe3ynbraTa

Kax 1 1j1s1 cTaHAapTHOrOo XpOMOCOMHOTO aHaIM3a IIPU
JOCTATOYHOM YKOMIUIEKTOBAHHOCTH IIITATOB XKeJIATSIBHO
HCITIOIb30BaTh «KOJIJIErMaIbHBIN» CITIOCO0 paboThl. Pe3yb-
Tat uHtepdazHoro FISH-uccnenoBanust 1oJikeH ObITh He-
3aBUCHMO MOATBEPKIEH BTOPBIM CIIELIMAIUCTOM-1IUTOTe-
HetukoM. [IpoBepstomuii oJkeH mpocMotpeTb 30—70%
OT O0ILIETO KOJIMYECTBA KJIETOK, MCITOJIb30BaHHBIX JIJIS aHA-
Jm3a. Eciv cieumanuct, MpoBOAUBILINI TTEpBUYHBIN aHa-
JIM3, ¥ TIPOBEPSIIOIIMIA ITOTYYMIIN Pa3IUnYHbIC PE3YJIbTaThl,
HEOO0XOIMMO YYaCTHE TPEThEro CIIeANINCTa (BO3MOXKHO
M3 IpYToii JadbopaTopun) ISl BBIpaOOTKU OKOHYATETHLHO-
r'0 3aKJIIOUEHUSI. DTOT CeHUAIUCT HOJKEH OBITh MH(MOP-
MMPOBaH O MPEAbIAYIINX Pe3y/IbTaTax.

Hns xontponsi FISH-uccnenoBanuii Metada3HbIX
IUIACTUHOK KCIIOJIb3YIOT T€ XK€ MpaBMUJia, YTO U JJI1 KOH-
TPOJISl IUTOTEHETUUECKOT 0 aHajIn3a Mnpu auddepeHIanb-
HOM OKpalllMBaHUU XPOMOCOM.

6.1.5 CepuintHo nsrotoneHHbie FISH-30HAbI

J1J1s1 IMarHOCTUYECKUX LieJIeil BOBMOXHO MCIIOJIb30Ba-
HHE TOJIBKO CEPUIHO M3rOTOBJICHHBIX 30HIOB M PACXO-
HbIx MaTtepuaioB (contacHo M3 PP Ne323-D3). [1pu sTom
HEOOXOIMMO TECTUPOBAaHME KaK CITeIM(UIHOCTH UCTTIOIb-

3yemoro 3oH1a K JIHK nmociaenoBaTeIbHOCTU-MUILIEHN HA
npernapare, Tak 1 aHAIUTUYECKON YYBCTBUTEIBHOCTU 30H-
noB. HecMoTps Ha To, 4TO [JIsSI CEPUITHO U3TOTOBIEHHBIX
30HI0B 3TU NTapaMeTpPhl YK€ YCTAHOBJIEHbI IPOU3BOIUTE-
JieM, He0OXOAMMO CaMOCTOSITEJTbHO OLIEHUTh JI0JII0 TUOpU-
JMU3aLMOHHBIX CUTHAJIOB KaK Ha HOPMaJIbHBIX 00pa3liax,
TakK 1 00pa3iax ¢ COOTBETCTBYIOIIMMU aHOMATUsIMU. YyB-
CTBUTEJILHOCTD U CIIEIIMDUUHOCTD TOJIKHBI OBITH BBICOKH -
mu (6m3kuMu K 100%), 4TOOBI UCKITIOUUTD OITMOKY. AHa-
JIMTUYECKYIO UYBCTBUTEJIBHOCTD U CIELIM(UYHOCTD Olle-
HUBAIOT TIO J0JIeé MUIIEHEH!, TEMOHCTPUPYIOIINX CUTHA
(4yBCTBUTEJIBHOCTH) U T10 J0JI€ CUTHAJIOB Ha MUILIEHU T10
CPaBHEHMIO C CUTHAJIAMU Ha JPYIMX paiioHaX XpOMOCOM
(crieruruYHOCTD).

Crnenyetr TakxXe MOMHUTh O BO3MOXHOCTU KpOcCC-
rMOpUIM3aly 30Ha (CBSI3bIBAHUM 30H/IA C TTOCTIeI0BaTE b
HocTsimu JIHK apyrux xpomocom), KoTopast XapakTepHa I
30HJOB K MOBTOpPSIIOIIMMCS TTocaenoBateabHocTsIM JTHK
(30HIBI K LIEHTPOMEPHBIM paifoHaM XpOMOCOM, paiiloHaM
MPULIEHTPOMEPHOTO TeTepoXpoMaTrHa U paiioHy Ygh). Ur-
HOPHMPOBaHUE 3TOrO (PaKTOpa MOXKET MPUBECTU K HEMPaBWITb-
HOIi TPaKTOBKE pe3y/ibTaToB MHTepdazHoit FISH.

ITpu OTCYTCTBUM CEPUITHO U3TOTOBJIEHHBIX 30HIOB Ha
KOHKPETHBIN XpOMOCOMHBI JIOKYC BOZHUKAET HEOOXO 1 -
MOCTb Pa3pabOTKKM COOCTBEHHBIX 30HAOB MJIs1 TOATBEPXK-
JEHUSI/MCKITIOYeHUS TIPeIIToIaraeMoii XpOMOCOMHOM ma-
Tonoruu. PazpaboTka 30HIOB AOJKHA MPOBOJUTHCS CITe-
LIMAJIMCTOM, BJIaIEIOIIIMM COOTBETCTBYIOIIMMM 3HAHUSIMU
Y HaBbIKaMU, 1/WIK 1abopaTopueil, UMeIolIei OIbIT B CO-
OTBETCTBYIOLIEH 00nacTu. I1oaydeHHbIi 30H1/Ha00p 30H-
JIOB MOXET OBITh UCITOJIb30BaH TOJBKO B HAYYHBIX LIEJISIX
WY TOJIKEH MPOWTH MPOLIEAYPY PETUCTPALIK U CepTUdhU -
Kalluy B YCTAHOBJICHHOM IOpPSIIIKE.

HaspaHue 30HIa U TPOU3BOAUTEND, a TAKXKe JI0ObIE
OTpaHWYECHUS UCIIOIb30BAHHOTO 30H/1a TOJIKHBI OBbITh yKa-
3aHbI B 3aKJIIOUYECHUU.

Tabnuya 4

MuHuManbHoe Yncno MmeTadasHbIX NNacTUHOK/MHTepdasHbIX Agep,
Heo6XoANMbBIX ANA NcCcneaoBaHus, B 3aBucumocTy ot [IHK-30HAa

Twum 30112 AHanu3

KommeHnTapun

Jlokyc-criermduyHbe 30HIbI 5 MeTadazHbIX TUIACTUHOK

[ToncumTeiBalOT YKCIIO CHUTHAJIOB, YTOOBI UCKITIOUUTD WIIN IIOATBEPAUTDL

AaHOMAaJIMIO

Ananu3 ¢ Heckonbkumu JHK- 3 MeTada3HbIe TUIACTUHKHA

30HJaMU OJHOBPEMEHHO

s kaxnoro 3oHaa. [TogcuuThIBaIOT YUCIO CHUTHAJIOB, YTOOBI IIOATBEP-
JINUTb HOpMaJII)HbIIL/'I pe3yiibTaT. HpI/I BBISBJIICHUN aHOMaJIMU PEKOMEHIYIOT

TIOATBEPXKACHUE IPYTUMU METOAAMMU.

IpeHartanbHbI CKPUHUHT aHEYy- > 50 uHTEepdha3HBIX AP

TUIOUIMI Ha MHTePGhA3HBIX SApax

,HJ'IH Kaxaoro 3oH1a

CKPUHMHT JIJIS1 BBISIBJICHUST MO3a- >100 uHTepdasHbIX sSaep

HULIM3Ma Ha UHTep(a3HBIX sIIpax

JIs1 KaxIoro 30H1a
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6.1.6 UHTepnpeTaunna pesynbraToB

CrenuaaucT, OCyLIECTBISIONUIA NHTePIIPETALIUIO pe-
3yJbTaTOB, JOJDKEH YETKO 3HATh OCOOEHHOCTH MCITOIb30-
BaHHbIX [JHK-30H10B. FISH-uccinenoBanue mo3ponsiet
MOJYYUTh UH(POPMAIIUIO TOJBKO O COCTOSIHUU JIOKYCOB,
COOTBETCTBYIOILMX UCITOJIb30BAHHBIM 30HIaM, IIOCKOJIBKY
OHO HE 9KBUBAJICHTHO IIOJIHOMY XPOMOCOMHOMY aHaJIu3y.
C 0CTOPOKHOCTBIO CIeIyeT MHTEPIIPETUPOBATh PE3YJIbTa-
thl FISH Ha nnTepdasHbIx ssapax, OCHOBaHHBIE Ha UCIIOJb-
30BaHMU 30HAOB K BapuabeIbHbIM 110 KOIIMIAHOCTH IIOBTO-
PSIOIIMMCS TTOCIEI0BATEILHOCTSIM, TaK KaK B HEKOTOPBIX
CJIy4yasix UX pa3Mepbl MOTYT 0Ka3aThCsl HEIOCTATOUHBIMU
1151 3 (PeKTUBHOM THOPUAU3ALIIN.

3amnuch pe3yabTaTOB UCCISIOBAHMUS TOKHA IIPUBO-
JIIATHCS B COOTBETCTBUU C AeiicTBytomei Bepcueii ISCN [3].

7.NOATBEPXAEHUE AHOMAJIbHbIX
MIN HEONPEAENEHHDIX PE3YJIbTATOB

Jlaboparopuist 1o/KHA pa3padboTaTh MPOTOKOI, COAEPXKa-
1M MpaBWia MOATBEPKACHUS aHOMAIBHBIX WK HEOoIpe/e-
JIEHHBIX pe3yJIbTaToB. /{7151 MOATBEPXKACHUS MOXHO MpUMe-
HSITh LIMTOTEHETUYECKUE TEXHOJIOTUHU C UCIIOIb30BaHUEM
nuddepeHIMaIbHOro oKpalBaHus, a Takke FISH, monu-
MepasHylo LenHyto peakiuio (ITHP) w1 XxpoMoCOMHBIN Mu-
KpoMaTpuyHbiil aHaiu3 (XMA) B 3aBUCUMOCTH OT Pe3YJib-
TaTa, MOJYYEHHOT'O TP UCITOJIb30BAHWUU TOM WU UHOM TeX-
HOJIOTUM KaK MepBUYHOU. {11 BBISIBIEHUS HeJIeLUi
TIOAXOMIST BCE OTU TEXHOJIOTUU. JIJIsT BEISIBIICHUSI MUKPOLLY-
TUTMKAIUIA CJIeMyeT UCITOIb30BaTh MOJIEKYJISIPHO-TeHETUYe-
CKM€ TEXHOJIOTUU, TaK KaK pa3peliatolias CriocoOOHOCTb iy-
OPECLIEHTHOTO MUKPOCKOIA SIBJISIETCS HEMOCTATOYHOM M1
PpazzesieHts IByX CUTHAIOB MPU AyTuivKauuvu. B ciydasx He-
OOBIYHBIX [TUTOTEHETUYECKUX HAXOIOK HEOOXOMUMO B3au-
MOJIEViCTBME C BpauOM, HAIPaBUBILIM Ha UCCIIEI0BAHNE, WIN

KJIMHUYECKUM T'eHeTUKOM. B tabopaTopuu 1o/KeH ObITh 3a-
TVICaH TOPSIIOK JEMCTBUIA IPY TTOJTYIEHUH TIPOTHBOPEUNBO-
TO pe3yJIbTara, KOTlia XpOMOCOMHas aHOMAaJIsI He MOXKeT
OBITh ITONTBEPKICHA IPYTMHI METOTAMM.

8. HEBbIMOJIHEHHbIE UCCJIEAOBAHUA

J 07151 HEBBITIOJTHEHHBIX MCCIIEIOBAHUIA BO MHOTOM 3a-
BHMCHT OT KaueCcTBa 00pa31ioB, TOCTYIMBIINX TS MCCIIENO0-
BaHMSI 1 OTHOIIEHUS JabopaTopru K 00paboTKe 00pa3LioB
He oNTUMaIbHOTO KayecTBa. C 11e/1bI0 BbISIBJIEHUS] BHYTPEH-
HMX ¥ BHEIITHUX (haKTOPOB, OKa3bIBAIOIINX HeXKelaTeIbHbIe
3¢ (eKThl Ha KAYECTBO Pe3yIbTaTOB, JJAOOPATOPUH JOJIKHbI
TOCTOSTHHO KOHTPOJIMPOBATh JTOJII0 HEBBITIOJTHEHHBIX MC-
CJIeIOBaHUI ¥ TIPOBOJUTH COOTBETCTBYIOIINE KOPPEKTUPY-
fOIIIe MEPOTIPUSITHSL.

B Tabu. 5 npencraBieHa MaKCUMAJIBHO TOTTyCTUMAsI 10-
JIsSI HEBBITIOJTHEHHBIX MCCIIE0BaHMIA TTPY TTOCTYIUIEHUH 00-
Pa3IoB YIOBJIETBOPUTEILHOTO Ka4eCcTBa B TEYCHHUE TO/Ia.

Ecnu npu vccenoBaHny MpeHaTaIbHBIX 00pa31oB ISt
HWCKJIIOUeHUsI HanboJiee YacThIX TPUCOMUI MCIIOB3YIOT
FISH u monexynsipHO-TeHeTUYeCKre TEXHOJIOTUM, OIS
HEBBITMIOJTHEHHBIX MCCIIEMOBAHUI MOXET OBITh HUXKE.

9. 3AKNNIOYEHUE (MHTEPNPETALIUA)

9.1 OBLLUUE NPUHLAIDI

OdopmeHHBII pe3yJIbTaT IUTOTEHETUIECKOTO UCCie-
JIOBaHUST 00513aTeNIbHO JIOJKEH BKITIOUATh MHTEPITPETALIAIO
(3axmouenue). B 3akmoueHUN MOKHBI OBITH YKa3aHBI
OTpaHMYEeHUs UCTIOIb30BAaHHOTO TecTta. MHTeprpeTanuio
Pe3yJIbTaTOB KOHTPOJIUPYET M YTBEPKIAET PYKOBOIUTEb
Toapas3ieIeHUs!.

LlnuToreHeTMK OTBEYAET 3a SICHOE, HEIBYCMBICJIEHHOE
OTIMICAaHNE IIUTOTEHETUYECKMX HAXOJ0K U OOBSICHEHVE KITH -

Tabnuua 5

MakcumanbHo Aonyctumas A0NA HEBbINOJ/IHEHHbIX LUTOreHeTU4YeCcKnX nccnepoBaHui
B 3aBUCMMOCTUN OT TUNa 06pa3|.|,a n MmetToga npuroToBJ/iIeHNA NpenapaTtoB XxpomMmocom

O6pa3zerr buomatepuata/MeTol TPUTOTOBICHHMS ITPETapaToB MakcrMabHO IOITyCTHMAs! 10J1s1 HEBBITTOJTHEHHBIX HC-
ciemoBaHUT*

JlorocpovHbIe KyJIbTYPhI KIIETOK aMHUOTHYECKO# Xumkoctu u BX 2%
[psiMoit MeTO/I MPUTOTOBIICHUSI TTPENAPATOB U3 HATUBHBIX 00PA3I0B U KPATKO- 2%
CPOYHBIX OPTaHHBIX KyIbTyp BX 1 mateHTb

DI'A-cTumynrpoBaHHbie TUMGOLUTHI eprbepruuecKoil KPOBU 2%
DI'A-cTuMyapoBaHHbIe JTUMGOLUTHI MYTTOBUHHON KPOBU 2%
Martepwual, MoJydeHHBI Mocjie IpepbIBaHUST Hepa3BUBAIOIIEHCsT 6epeMEHHOCTH 40%

Ilpumenanue: *Eciiu nabopatopus MpUHUMAET 00pa3iibl HECTAHIAPTHOIO KAYeCTBa, 0JIs1 HEBBIITOJHEHHBIX UCCIIEIOBAHUI MOXKET ObITh BbIILIE.

ISSN 2073-7998

15



OPTAHU3ALMOHHO-METOAUYECKUE ACIMEKTbI

HUYECKOTo 3HaUeHMS pe3ysibTaTa uccienoBanus. Cremy-
€T n30eraTh CIMIIKOM IPOCTPAHHBIX 3aKITIOUEHUI, TaK KaK
OHU MeNIaloT SCHOMY IOHUMAaHMUIO pe3yJibTaTa.

3akiroueHue JOKHO OBITh 3alMCaHO B CTaHIAPTHOMN
(opme, MOCTYITHOM IJ1sT IPOYTEHUS U TIOHUMAaHUS He 11 -
TOTE€HETHKY, a, B IEPBYIO 0YePe/Ib, Bpauy-TeHETUKY WU IpPY-
TOMY CIEIMAJIUCTY, HarlpaBUBIIIEMY TallMeHTa Ha UCCIIEN0-
BaHMe. B OOJBIIMHCTBE CiTydaeB MallMeHTY IIUTOTEHETHYE-
CKOE 3aKJTIOUYEHME TlepeaeT Bpau-TeHETHK, Pa3bsICHSIS eT0
MpakTUyeckoe 3HadeHue. [loammchiBaTh 3aKIIOYeHUE T0JT-
KEH CIELMAINCT, OTBETCTBEHHBIN 3a AIMarHOCTUIECKYIO pa-
6oty. HemomyctumMo, yToObI mociie opopMiIeHUs U BblAAYU
3aKJTIOYEHMS B HETO OBbLIM BHECEHBI KaKHe-TM00 U3MeHe-
HUS.

WccnenoBaHue KapyoTuUIia MpoOaHaa MOXET ObITh MPO-
BEIEHO OMHOBPEMEHHO C MCCIIeNOBAaHNEM KapUOTHUIIOB PO-
JIuTeNeil WM rocienoBaresibHo. [1py BBISIBICHUN XPOMO-
COMHOTO0 qucbaiiaHca y mpobaHaa 1o 00CIeN0BaHUs POIM-
TeJlelt MOXXET OBbITh BBIZIAHO TTPEABAPUTEIEHOE 3aKTIOUCHHE.
OkKoHYaTeIbHOE 3aKJII0UEHME O JrcOasaHCce JOIKHO OBITh
C/IeIaHO TOJIBKO TTOCTIe KOMIUIEKCHOTO 00CIe10BaHusI TIPO-
0aH/Ia U ero poauTeseid.

B HEKOTOPHIX CITyJasix 3aKJIIOYSHUST MOTYT OBITh CIIOX-
HBIMU U TpeOOBaTh MOAPOOHOIO OOCYXKAEHMS C BpauyOM-
TeHEeTUKOM, HaIpaBMBIIMM IMallMeHTa Ha UCCIeNOoBaHUe.
HeTt HeoOxoauMocTH BKIIOYATh B 3aKJIIOUEHUE AETaTU UC-
MOJIb30BAaHHBIX METOMIOB, 32 UCKJIOYEHEM CBEICHUM,
MMEIOIINX 3HaYeHNUEe B KaXKIOM KOHKPETHOM CJIydJae.

9.1.1 Pe3ynbTaT CTaHAAPTHOr0 KOHCTUTYTUBHOTO
LMTOreHeTNYECKOro NcciefoBaHunsA

bnaHku pesynbrara aHaau3a JOJDKHBI BKIIIOYATh Ha-
3BaHME U YPOBEHb pa3pellieHUs MCIO0JIb30BAHHOIO METO-
na nuddepeHIMaATIbHOTO OKpaIlIMBaHUsI, a TAKXKe JOMOJI-
HUTEJbHBIX METOIOB aHA/IN3a, €CJIM OHU IIPUMEHSIINCE.
CrenyeT yKasaTh CIOoco0 MoJIydeHUsI IipenapaTa (IpsiMble
METOIbI U KYJIbTUBUPOBAHUE KIIETOK).

Ecnu nipy Mcnojib30BaHUM AOTIOJTHUTEIBHBIX TECTOB
(nammpumep, FISH) imutoreHeTMyecKue naHHbIE TIOATBEPXK-
Jal0TCsI, HO HUKAKOM TOMOJMHUTEIbHON NH(pOPMaLNU He
MOJy4eHO, HET HEOOXOMUMOCTHY BKJIIOUATh 3TU NaHHbIC B
bopmyny KapuoTumia, OHU JOJKHBI ObITh YITOMSIHYTHI
TOJIBKO B IIEpEYHE UCIOJb30BAaHHBIX METOIOB.

B 3anuch pe3yabrara JoJIKHA OBITh BKJIIOUEHA CIeHy-
o11ast ”HGopMaLKs, TPUMEHUTETBHO K MCITOIb30BaHHO-
my Tecty (cM. Takke TOCT P UCO 15189):

— Ha3BaHUE U KOHTAKTHBIE JaHHBIC Ja0OPaTOPUU;

— Ha3BaHUE MPOBEAECHHOIO MCCIeI0BaHUS (Hapu-
Mep, XxpoMocoMHbIi aHanu3 uiau FISH);

— WHOUBUIYaAJIbHBI HOMEp 00paslia;

— NaHHBIE O MallMeHTe, BKIIOYAOIIE ABA Pa3IMIHbIX
uaeHTuduKaTopa, Harmpumep, haMuiIvs, UMsI, OTYSCTBO

(ITOTHOCTHIO) U JaTa pOXIEHUs (JIOKHBI ObITh YKa3aHbI
Ha KaXJI0l CTpaHulIEe); HOMep aMOyJIaTOPHOM KapThl/UCTO-
puu 60Jie3HU (TTPU HAJTUYWM);

— MOJT MalIUEeHTa;

— OCHOBaHUS IJISI HampaBJIeHUs Ha MCClie0BaHUE
(KIMHWYeCKUIt TMarHos);

— (bammust, MSI, OTYECTBO Bpaya, HaIpaBUBIIIETO
obpa3ell Ha UcCIIeT0OBaHNE;

— HaMMeHOBaHMEe ucclenyeMoro oopasiia/TKaHu 1
CIOCO0 MOJTyYeHUs MpenapaTos;

— ypOBeHb pa3pelieHus qubdepeHImaIbHOro oKpa-
[IBAHUS;

— o0l1ee YKCI0 MOACYUTAHHBIX Y TPOaHATM3UPOBaH-
HBIX KJIETOK ITPY ITOI03PEHUY Ha MO3AMIT3M IPU KOHCTH -
TYTMBHOM aHayim3e u uHTepdasHoil FISH (B cootBeTcTBUU
¢ ISCN);

— npousBoauTenab 30H10B W11 FISH (MoxeTt O6bITh
yKa3aH B CHOCKE);

— KapMOTHII, 3aITMCAaHHBIN B COOTBETCTBUU C JIEHCTBY-
oueit Bepcueit ISCN, Ui KoOMIUIEKCHOE 3aKJIl0UeHue,
€CJIM B TOTOJJHEHUE K KapUOTUIIMPOBAHUIO TTPUMEHSIIN
FISH-uccnenoBanue wiu Apyrue MEeTOMIbI;

— 3aKJII04YeHUe (McUepIibIBalolee ONMCaHue Pe3yib-
TaTa XpOMOCOMHOTO UCCIeIOBAHUS U OOHAPYXKEHHBIX aHO-
MaJIMi, IOHSITHOE HECTIELIUATHUCTY);

— JaTa npueMa obpasiia B 1a00paTOpUIO U JaTa 3a-
KJTIOYEHMS

— (amMuMs ¥ TOAKCH CIEeIMAIUCTOB, BHITIOJIHUB-
11X UCCTIeOBaHUE.

B ciyyae oOHapyXeHUs] aHOMaJIUU 3alUCh Pe3yJibTa-
Ta TOTOJHUTEJIBHO MOJKHA BKIIIOYATh CJIEAYIONIYI0 UH-
dopmanuio:

— SICHOE€ YKa3aHMe, YTO BbISIBJIEHa XpOMOCOMHasI aHO-
MaJIisl C 3aKJII0YeHUEeM O cOaTaHCUPOBAHHOCTU WJIU He-
cOaaHCMPOBAaHHOCTH KapUOTUIIA;

— HazBaHMe cuHApoma (00Jie3H1), 00YCIOBIEHHOIO
JTAHHOW XpOMOCOMHOM aHOMaJIne;

— peKoMeHAaluu 06cae0BaHUST BO3MOXHBIX HOCH-
TeJiel HaclenyeMoi XpOMOCOMHOM aHOMAaJIMW, HAYMHAs C
OJIMDKAMIITUX TOCTYITHBIX POICTBEHHUKOB;

— pEKOMEHJALUHU 11 MEAUKO-TEHETUYECKOro KOH-
CYJBTUPOBaHUS.

JlaGopaTopusi OKHA CTPEMUTHCS K TOMY, YTOOBI pe-
3yJIbTaThl, UMEIOILINE CEPbE3HbIE MOCIEACTBUS, HE COO0-
1IaJId HeMOCPEICTBEHHO MallMeHTy 06e3 MpenocTaBIeHUs
aJIcKBAaTHOI F€HETUYECKON KOHCYIbTallU M.

9.1.2 Monumop¢Hbie BapnaHTbI

IMonuMopdHbIe BapraHThI, TAKKE KaK pa3Mep WK Me-
PUILIEHTPUYECKas MHBEPCHsI TeTEPOXPOMATHHOBOIO paiio-
Ha, pa3Mep CIYTHUKOB U CITyTHUYHBIX HUTEH, MHTEHCUB-
HOCTh (hyIyopeclieHIINY, He CJIeAyeT YKa3blBaTh B 3aKJIIO-
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YeHUU, 4YTOOBl He BBOAUTH B 3abJyXIeHHUE
HecnenuaiucToB. [TogoOHbIe BapUaHTHI CieayeT OTMeYaTh
TOJIBKO B JIAOOPATOPHBIX 3AMMUCSX (ITPOTOKOJ UCCIeq0Ba-
HUs, pabouuii XypHa).

DKcTpeMalibHble BApUAHTHI TOJUMOpGhU3Ma MOTYT
OBITb OTMEUEHBI B TEX CyYasix, KOTAa X WACHTU(DUKALINS
noTpeboBaga yTOUHEHUS C UCIOJb30BaHUEM AOTIOIHU-
TeJbHBIX MeTOA0B muddepeHIManbHoi okpacku (QFQ-,
CBG-, AgNOR- uT. n.) unu FISH.

Ecnu BapuaHT HOpMaJIbHOTO MOJUMOpGhU3Ma BKITIO-
YeH B (hopMyJly KapuOTUIIA, B 3aKIIOYEHUM TOJKHA OBITh
MOAPOOHO Pa3bsICHEHA €ro KJIIMHUYEeCKasl HEUTPaTbHOCTb.

9.1.3 Mosanunsm n nceBgoMosanynusm

Pemenue o HanmmuMy Mo3aniM3Ma MPUHUMAIOT B COOT-
BETCTBUU C pekoMeHnauusmu [3, 8, 9] (cM. taxcke [puo-
xkeHue b). KioHoM mimn KiieTouHOM TMHUEH CUUTAIOT HaJTU-
yue IBYX 1 0oJjiee KJIETOK C OMMHAKOBOI CTPYKTYPHOI Iepe-
CTPOITKOI, IBYX 1 00Jiee KIETOK ¢ ONMHAKOBOM TPUCOMMEi/
MOJIMCOMUEM, TpeX U 0oJiee KIIETOK ¢ OMMHAKOBOM MOHOCO-
mueil. Hanumune KynbTypaibHbIX apTe(haKTOB, BCTPETUBILINX-
Cs1 TIPY TIPOBEICHUHU ITUTOTEHETUYECKOTO UCCASTOBAaHUS 1
00YCJIOBJICHHBIX OCOOEHHOCTSIMU MTPUTOTOBJICHUST XPOMO-
COMHOTO TIperapara, B 3aKJII0UeHUU He YKa3bIBaIOT.

9.1.4 KoHTamnHauma MaTepuHCKNMU KneTKkamu

Ecnu KoHTaMUHAIIAS MAaTepUMHCKUMU KJIETKaMU MOT-
JIa TIOBJIUATh HA UHTEPIIPETALMIO PE3YJIbTaTa, TO B 3aKJII0-
YEHNH HEOOXOIMMO CIe/IaTh COOTBETCTBYIOIICE ITpUMeYa-
HUE. DTO NOKHO OBITh BCETIA OTPAKEHO B paboueM Ja-
0OpaTOPHOM 3aKJIIOUEHUMU.

9.1.5 AHanus, He AOCTUralLWNN CTaHAapTa

B CJIydyasdx, Koria 1o Ka4eCTBY WM YPOBHIO aHAJIN3 HE
JOCTUTa€T MUHUMAJIbHOTO CTaHdapTa, 3TO JOJI2KHO OBITh
OTPaXE€HO B 3aK/IIOYCHUU C pa3bACHCHUAMN 00 OorpaHH4eC-
HHAX UCITOJIb30BaHUA ITOJIY4YCHHOI'O PE3yJIbTaTa.

10. MPOAOIMKUTENIbHOCTb UCCNEANOBAHUA

3akioueHne 10 IMTOTEeHETUYECKOMY UCCIIeTOBAHUIO
JIOJIXXKHO OBITh CIEJIaHO B MAKCUMAIbHO KOPOTKUE CPOKH.
ITpu 5TOM ciienyeT yuuThiBaTh HPUYMHBI, IO KOTOPBIM Ta-
LIMEHT OBLT HAMIPABJIEH HA UCCJIEIOBAHUE, U CTETIEHb CPOY-
HOCTHU B CJTy4asiX [IMTOreHETUYECKON MpeHaTaaIbHOU qua-
rHoctuku. HexBaTka nepcoHana (neuuuT KaapoB) U aji-
MUWHUCTPATUBHBIE TMPaBUJIa HE NOJDKHBI ObITh MPUYUHON
3aep>KKHU BbIIAUM 3aKiIto4eHrsI. OKOHYATETbHOE 3aKITI0-
YeHUE JOKHO OBITh BBIJAHO MOCJIE TOTO, KaK OyAyT MOJTy-
YEHBI PE3YJIbTATHI BCEX AHAJIU30B U TECTOB.

B crniicke yciyr labopatopuu JOIKHEI ObITh YKa3aHbI
CPOKWU BBITIOJTHEHUS KaXI0TO BUJa UccienoBanus. B Ta-

6svie 6 MpUBeICHBI MAKCUMAJIbHO JOMYCTUMBIC CPOKU
BBITIOJTHEHMS aHAJIM3a B 3aBUCMMOCTH OT TTOKAa3aHWI ISt
HCCIieToBaHusI, cocTaBistionux 90% Bcex HalpaBIICHUH.

YKa3aHHbIe CPOKU He BKITIOYAIOT BHIXOIHBIE THU U TO-
CYIapCTBEHHBIC TTPA3THUKU.

PeureHne o HEOOXOAMMOCTH MTOBTOPHOTO KYJIbTUBH-
POBAHUS KJIETOK B CBSI3M C OTCYTCTBUEM WJIM HU3KUM TEM-
MOM KOJIOHMeOOpa30BaHMSI JOJIKHO OBITH IIPUHSITO HE
no3aHee yeM yepe3 10 mHel mocijie MOCTaHOBKU MEPBUY-
HOW KYJIBTYPBHI.

MakcuManibHble CPOKU BbIIAYM 3aKIJIIOUEHUS TI0 pe-
3yJIbTaTaM aHaJIM3a B HEKOTOPBIX CIydasiX MOTYT OBITh ITpe-
BBIIIICHBI TI0 OOBEKTUBHBIM IMpUYMHaM. Hampumep, mist
OIIEHKY KIIMHUYECKOW 3HAUMMOCTH BBISIBIEHHOM XpOMO-
COMHOI aHOMAJIUM MOTYT TTOTPeOOBAThCS TOTIOTHUTEb-
HBIE UCCJIENOBaHUS WX 00CIeIOBaHUE POACTBEHHUKOB
npodaHaa (yalle — 000MX poauTeieil, BpeMs Ha Moayde-
HHE 00pa3IoB OT KOTOPBIX MPeIcKa3aTh HEBO3ZMOXKHO).

10.1. MPEABAPUTEJIbHbIE PE3YJIbTATDI

B GoJIBIIMHCTBE Clly4aeB Bhljada IpeaBapUTEIbHOTO
pe3yiibTata He peKoMeHayeTcs. [IpeaBapuTebHbIid pe3yiib-
TaT MOXET OBITh YCTHO COOOILEH pyKOBOIUTEIEM WU BbI-
MOJTHSABIIMM HCCISIOBAaHUE CICIIUATIMCTOM C 00s13aTeIb-
HBIM yKa3aHUEM Ha IpeIBapUTEIbHBII XapaKTep pe3yiib-
TaTa U BKJIIOYaTh KOMMEHTApMU OTHOCUTEJILHO TUIIA
aHOMaJlnit, KOTOpbIE MOKa elle He UCKIoUYeHbl. Eciun
MpeaBapUTEIbHBIA pe3yabTaT MPUXOIUTCS 0(POPMUTDH B
BUJIE 3aKJIIOUCHMS (B ClTy4ae OOHAPYKEHUsI TOITOJHUTE b~
HOTro MaTepuajia HEM3BECTHOIO IIPOMCXOXKICHUST, MaJIbIX
CBEPXYMCIICHHBIX MAPKEPHBIX XPOMOCOM U T.I1.), TO HEOO-
XOIMMO yKa3aTh, KaKUe UCCAeIOBAaHMS HEOOXOMUMBI IS
YTOYHEHMS LIUTOTEHETUYECKOTo AMarHo3a (00caenoBaHue
ponuteneii, FISHwu t.1.).

11. KIMHWYECKAA AOKYMEHTALUA
N XPAHEHUE

11.1 XPAHEHUE JOKYMEHTALIMA

CpoKH XpaHEHUS JOKYMEHTAIINH, NCITOIb3yeMOM TTPH
LIUTOTEHETUIECKUX VCCIICAOBAaHMSIX (HAIIpaBIIeHUS, XKyp-
HaJIbl perUCTpalliy, IPOTOKOJIBI UCCIIEIOBAHUA 1 T.II.) B
HacTosIIee BpeMsT 3aKOHOIATeIbHO He perylaMeHTHPOBa-
HBI U OTIPENEIISTIOTCS PYKOBOIHUTEIIEM JIEUEOHOTO YIPeXK-
JIeHNUSI. MBI peKOMEHAYEM XPaHUTh TOKYMEHTAIIIO HE Me-
Hee 20 JieT KaK Ha OyMaKHBIX, TaK ¥ HA 9JICKTPOHHBIX HO-
cutensix. Ha aJIeKTpOHHBIX HOCUTEISIX MHOOPMALIUS
MOKET COXPaHSIThCS B BUIE 0a3bl JTaHHBIX U B BUIE OTIC/Ib-
HBIX (paitnoB. JJomKHa CyIIecTBOBATh BO3MOXKHOCTh ITOVC-
Ka 110 YHUKAJTEHOMY HOMepY 00paslia, JaTe oopaiieHus 1
JaHHBIM g uneHTudnkanny nanueHTa (O.M.0., gate
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POXIEHWsT, HOMEPY UCTOpUH 00JIe3HN,/aMOyIaTOpHOM Kap-
Thl, HOMEPY CTPaxoBOTro IOJKca, aapeca MpoXUBaHUs, a
TakXe OPYyruM MO3ULUSIM B 3aBUCUMOCTU OT OCOOEHHO-
cTeil paboThl 1abopatopun). B oTaenbHOM daiiie, momu-
MO JAHHBIX, HEOOXOIMMBIX TSI MACHTU(PUKAIIAY TTallieH-
Ta, MOXET COAEPKAThCs MCUepITbIBatolasl MH(popMaLus o
MPOBEICHHOM aHaju3e (HalpuMep, YUCJIO MpoaHaIu3u-
POBaHHBIX MeTada3HbIX IIACTUHOK, CITIOCOO OKpacKu, pe-
3yJIbTaT UCCIIENOBaHNS, Tajepes (hailjioB ¢ U300pakeHUsI-
MU MeTada3HbIX MUIACTUHOK WJIM siiep, Ha3BaHUe, KaTa-
JIOXKHBIA HOMEpP 30HJa U €ro MPOU3BOAUTENb U IP.).
PekoMeHayeTcs COXpaHSITh KOITMU BbIIAHHBIX pe3yJbTa-
TOB UCCJIEAOBAHMSI B OYyMaXKHOM WJIY DJIEKTPOHHOM BUJIE.
Bo u36ekaHue yTpaThl JaHHBIX peKOMEHIYETCS pery-
JISIPHO JenaTh KOIWU COOTBETCTBYIOIIMX (haitnoB. MHbop-
Malusl, XpaHsIIascs Ha 2JIEKTPOHHBIX HOCUTESIX, TOJIXK-
Ha OBITh 3alUIlIeHa B COOTBETCTBUM C AEHCTBYIOLIUM 3a-
KOHOATEIbCTBOM O 3allUTe MEPCOHATbHBIX JaHHbIX.

11.2 XPAHEHUE OBPA3L|0B

Cpoku XxpaHeHUs 00pa31oB OMoOMaTepHaloB, UCITOIb-
3YeMBbIX IIPU IIUTOT€HETUYECKUX UCCIIETOBAHUSIX, B HACTO-
s1ee BpeMsl 3aKOHOAATEIbHO He perjlaMeHTUPOBaHbI.

KynabTypsl KJIeTOK Win (pUKCUpOBaHHAsI KJIETOUHAs
CYCIICH3USI TOJIKHBI, 110 BO3MOXHOCTH, COXPAHSIThCS 10
BbIIAYM OKOHYATEJIbHOIO 3aKJIIOUCHMUSI.

KynbTypy KJIeTOK U3 TTpeHaTaJbHbBIX 00pa3L0B C YHU-
KaJIbHBIMU ITEPECTPOMKAMM XKeJIAaTeIbHO COXPAHATh HE Me-
Hee 6 MecCsILIeB ITOCIe POXKACHUST peOeHKa.

Ecnu anomanus He MOJTHOCTBIO UASHTU(ULIMPOBaHa,
KPUOKOHCEPBUPOBAHHBIC KYJBTYPhI KJIETOK CIEAYET CO-
XpaHSTh B TeYEHNE BpeMEHU, HEOOXOAUMOTO IS €€ T10JI-
HOI UneHTU(hUKAITUHN.

PexomeHayeTcst XpaHUTh LIUTOICHETUYECKHUE TTperia-
paThl, MO0 KOTOPBIM OBLT MPOBEICH aHAINU3, He MeHee | To-
na. lHndpoBsie nzodbpaxeHus Mertada3HbIX MIACTUHOK,
HCITOJIb30BAaHHBIX LISl UCCIIEMOBAHUST, PEKOMEHIYETCS Xpa-
Huthb He MeHee 20 set. [1pu ucnonnzoBanun FISH-MeTona
CIIeayeT COXpaHsATh HMGPOBOE U300paXKeHNE, KaK MUHHU-
MyM, ABYX MH(OPMATUBHBIX SIIEP C pe3yjbTaTaMUu MeTa-
(dazHoi1 wnu nuntepdasnoii FISH. Lndposkie nzobdpaxke-
HUSI XKeJIaTeJIbHO Oy0aupoBaTh, U Ty0IM XpaHUTb OTAEIb-
Ho. M3006paxeHunss HyXXHO COXPaHSATh C 3alMTOM OT
HECaHKIIMOHUPOBAHHOTO IOCTYIIA B COOTBETCTBUU C ACH-
CTBYIOLIIMM 3aKOHOIATEIbCTBOM.

12. OBECNEYEHUE KAYECTBA

Cucrema obecrieueHHs KauecTBa B KaXKI0M LIUTOTEeHe -
TUYECKOI J1abopaTOpUM JOJKHA COOTBETCTBOBAThH ACii-
cTByIOIMM HallmoHaIbHBIM U MEXIYHAPOIHBIM CTaHAAP-
tam (TOCT P UCO15189:2007).

13. AKKPEQUTALIUA U CEPTUOUKALINA

Huxe nepeunciieHbl HEKOTOPBIE TIOJIOXEHMS, Kacalo-
muecs akkpenuTanuu. bojee netanbHyo MHGOPMALIIIO
MOXHO HalTH B TOKYMEHTE MEXIYHAPOIHbIX CTAHIAPTOB
ISO/IEC 17025:2005, KOTOpBIit ZOCTYIIEH HA PYCCKOM SI3bI-
ke kKak TOCT UCO/MBK 17025-2009].

13.1 AKKPEAUTALIUA

ITonm akkpenuTalreit TOHNMAIOT TPOIEAYPY OhUIIN-
AJIbHOTO TTOATBEPKICHMST COOTBETCTBHUS O0BEKTA YCTAHOB-
JICHHBIM KPUTEPHUSIM U IIOKA3aTeIsIM (CTaHIAPTY).

HesTeTbHOCTh OPTaHOB I10 aKKPEeIUTAIIMH JJab0paTo-
pUil perIaMeHTUPYETCS MEXIyHapPOIHBIM CTaHIAPTOM
ISO/IEC 17011. ITpu moIOKUTEIHHOM MCXOIE TIPOIICAY -
PBI JTabOpaTOPpHS TOIyYaeT JOKYMEHT (aTTeCTaT aKKpeIH-
TallN), KOTOPBII YIOCTOBEPSIET, UYTO JIAOOPATOPHUSI COOT-
BerctByeT TpeboBanusm T'OCT MCO/MBK 17025-2009.
DyHKIINY HAIIMOHAJIBHOTO OpraHa Mo aKKpeINTallud B
Poccuiickoit @enepanum Bo3noxkeHsI Ha DenepaabHYIO
ciyk0y 1o akkpenurauuu (Pocakkpenuranus).

13.2 CEPTUOUNKALILNA

Ceprudukanus B PO sBisieTcst 106pOBOIBHO TIPO-
nenypoil. OHa ocHoBaHa Ha ctaHaapTax, Takux kak TOCT
P CO 9001-2008, onpenensiioniux «TpedoBaHUS JJIS CU-
CTEM YIIpaBIICHUs Ka4eCTBOM» M IIPUMEHUMBIX K JIIO00M
nestenbHocTh. CepTuduKanus MOATBEPKIAET TOIBKO TO,
yTO JlabopaTopus cobmtoaaeT ctaHaapThl. OHa He orpe-
JIEJISIET, YIOBJIETBOPUTEbHO WU HE YIOBJIETBOPUTEIBHO
paboraeTt 1abopaTopusl.

14. OPTAHU3ALA N YNPABNEHUE
NABOPATOPUEN

OO6s13aHHOCTD AIMUHHUCTPATUBHOTO IITATA — OCYIIECT-
BJICHUE YE€TKOM OpraHu3aluy paboThl U YIIPaBIeHUS 1a00-
partopuii. [Ipy 5TOM pyKOBOICTBO JOJIKHO IIPUIEPKUBATH-
csa TOCT P UCO 151189-2015. B maboparopum gojIKHA
IIPOBOIUTLCS ITOINTHKA, HATIPABIEHHAS Ha ITOIIEPXaHNE
KayecTBa MCCIEIOBAHNI U €r0 JAIBHENIIETO W TOCTOSTH-
HOTO COBEPIICHCTBOBAHMUSL.

AIMUHHCTpALIMS TAKXKe OTBEUAET 3a IUIAHMPOBAHUE,
HCTIOJTHEHNE, TIOAAEPKAHNE U YIIyIIIeHNE CUCTEMEI YIIPaB-
JIEHUSI KAYECTBOM.

CylecTBYIOT OIpeae/IeHHBIE TPeOOBaHMS IO paboTe
C MTePCOHAJIOM UTsSl PYKOBOICTBA JTabopaTopuei, BKIII0Ya-
folre: Habop 1 0T6Op IMepcoHaa, oIpeaeIcHIe JOJK-
HOCTHBIX 00SI3aHHOCTE, OIMcaHue paboThl U COCTaBIIe-
HMeE JOTOBOPOB, YUET K KOHTPOJIb, TIPOBEIEHIE COOPAHMIA,
0o0y4eHVe U TMOATOTOBKY, pACCMOTPEHHE Kallob, a TaKKe
MEPOTIPUATHS TI0 TOMIEPKAHUIO TUCIIUIUIMHEL. PykoBo-
JUTEIT TA00PAaTOPUH JOJDKEH 00ECTIEYNTE, UTOOBI TSI BCEX
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Tpe- ¥ MOCTAaHATUTHUYECKUX TIPOIIEIYP CYIICCTBOBAIN
COIl.

IIpocTpaHcTBO 1aOOpPaTOPUM TOJKHO OBITH OPraHU-
30BaHO TaKUM 00pa30oM, YTOOBI 00ECIIEUYUTh KaueCTBEHHOE
BBITIOJTHEHME PaOOTHI, KAUeCTBEHHBIN KOHTPOJIb ITPOIie-
Iyp, 6€30ITaCHOCTD MAaIlMEHTOB 1 IepcoHaa.

15. PYKOBOACTBO NO KAYECTBY

B nanHOM pyKOBOICTBE ITpUBEIEHA CUCTEMA yIpaBJie-
HUST KAYECTBOM B JJaOOPATOPUU M MEPOTIPUSITUS IO 00e-
CITEYCHUIO M TIOJIEPKAHMIO KaueCTBa, BKIII0Yast BCE METO-
VKW TTPOBEIEHUS TaOOpaTOPHBIX UcCienoBaHuii. B mabo-
paToOpUM MOJIKHBI OBITH ONpeneieHbl (hyHKIIMOHAIbHbBIE
00s13aHHOCTH, OTBETCTBEHHOCTb 1 TTOJTHOMOYHSI BCEX CO-
TPYOIHUKOB, MEPOMIPUSTHUS U TTOPSIIOK OCYIIECTBICHUS
KOHTPOJISI KaueCcTBa KIMHUYECKUX MaTepUaoB U TOKY-
MeHTalu. PyKoBOACTBO 110 Ka4yeCcTBY TOJDKHO COOTBET-
ctBoBath 'OCT P UCO15189.

B xaxnoii 1abopaTopuu AOKEH OBbITh COTPYIHUK, OT-
BETCTBEHHBIN 32 KaueCTBO, KOHTPOJMPYIOIIUiT obecrede-
HUe, MoJIepKaHe U KOHTPOJIb KauecTBa (BHyTpH1abopa-
TOPHBIII U BHEIIHMI), a TAKXKe KOHTPOJIb NeSITEIbHOCTU
repcoHana.

16. 3ALLUTA AAHHbBIX U
KOHOUAEHLUMANIBHOCTb

KoHbuneHIIMaMpHOCTD 1 3aIIUTa TCHETUYECKOM MH-
(bopMmariy oueHb BaXKHBI M JOJLKHBI 00SCIICUNBATHCS B CO-
OTBETCTBMU C ACHCTBYIOLIMMA HOPMAaTUBAMM U 3aKOHAMMU.

I'eHeTyeckre MaHHBIE MOTYT COIEpKaTh MH(bOPMa-
1110, UMEIONIYIO0 3HAYEHUE HE TOJIBKO ISl 00CEI0BAHHO-
ro nanueHTa. [ToaTomy XenaTenbHO, UTOOBI (DaMAIIBI C pe-
3yJIbTaATaMU FT€HETUYECKUX UCCIIENOBAHUN HE ObUIN A0-
CTYITHBI APYTUM MOApPa3AeAeHUusIM opranusauuu. [lpu
HaJIMYUU B OpraHM3alliv BHYTPEHHEW WK BHEITHEN 2J1eK-
TPOHHOU CETU CJIEAYET MCIIOJIb30BaTh CIEUAIBHBINA Ma-
POJIb IS 3aIIUTHI MHGDOPMAIIMK OT IIOCTOPOHHUX JIMII.

17. BOKYMEHTAJIbHbIV KOHTPOJ1b MPOLIEAYP
M NPOTOKOJ10B

JOKyMEeHTaJIBHBIN KOHTPOJIb IIPOILIEAYP U IIPOTOKOJIOB
onpenensiercas TOCT P MCO15189. Bce mpoToKoIbI U Me-
TOIVKMY JOKHBI OBIT TTOAPOOHO TOKYMEHTUPOBAHEI U YT-
Bep:KIEHBI PYKOBOIUTEIEM WU TJIaBHBIM CITCLIMAIICTOM
Jabopatopuu. U3MeHeHUs B MPOTOKOJIAaX U METOIUKAX
JIOJKHEI OBITHh JaTUPOBaHBI TAKUM 00pa30M, YTOOBI TSI
KaXXI0i1 TIPOIIeIypPhl MOXKHO OBIJIO YCTAHOBUTD, KAKOM TTPO-
TOKOJ1 ObLT UCITOJIb30BaH B IeHb rcciienoBaHus. Bce COIT
JIOJDKHBI OBITh OMHO3HAYHO MACHTU(HUIINPOBAHEI, UMETh

JaTy TIepecMoTpa WiIr JaTy CO3[IaHUs, TIePECMOTPEHHYIO
BEPCHIO, OOIIYI0 HyMepalllio CTPaHUII ¥ (paMIIIAIO YTBEP-
JVBIIIETO JINIIA.

PexoMeHayeTcs eXXeroqHBIN ITepecCMOTP TTPOTOKOJIOB,
TpoLenyp U pyKOBOACTB. Bce M3MeHeHMs TOKHEI OBITh
IaTUPOBaHbI W MMOANKUCAHEI JIMIIOM, OTBETCTBEHHBIM 3a
BHYTPEHHMI KOHTPOJTb KauecTBa. HeoOXommM 9eTKuii 10-
KYMEHTAIBLHBIA KOHTPOJIb, YTOOBI MOXHO OBIJIO JIETKO
YCTaHOBHTH, Kakas Bepcust COII sBisteTcs neiicTByomei
B HACTOSIIIINIA MOMEHT; OCTaJIbHBIC BEPCHU HOJIKHBI Xpa-
HUTBCI TaKUM 00pa30M, YTOOBI IIPETOTBPATUTH MCITOJb-
30BaHUE YCTapEBIIETO TOKyMeHTa.

CpoKu XpaHEeHUST YCTapeBITUX BEPCHIA OTIPENEIISIET py-
KOBOIIUTENb JIeYeOHOTO YIpeXkneHUs (PEKOMEHIyeTCs He
meHee 20 ieT).

18. TPEBOBAHUA K OBECMEYEHUIO
BE3OMNACHOCTU TPYAA MEANLVHCKOIO
MNEPCOHAJIA

TpebdoBaHus Mo 6E30MACHOCTU B LIMTOINEHETUYECKOM
Jlabopatopuu A0kHbI cooTBeTcTBOBaTh [OCT P 52905-
2007. B nabopaTopuu J0JKEH ObITh COTPYAHUK, OTBET-
CTBEHHBI 3a TeXHUKY Oe3omacHocTu. Ero 3agayamu siB-
JITIOTCS 00ecTeyeHe HaleXKHOCTU 1 0e30IacHOCTH TTpaK-
TUYECKOI pabOThl U CBEAeHUE K MUHUMYMY OITACHOCTU
MHOUUIMPOBAHUS U IPUIMHEHMS IPYTOTo Bpeaa 3M0POBbI0
nepcoHasa, NalueHTOB 1 ITOCEeTUTEEH.

PabGora opranuzanuit, B KOTOPbIX IPOBOASTCS LIMTO-
reHeTUYeCKUe MCCIeNoBaHMs, perjaMeHTHpOBaHa 3aKo0-
HOIATeIbCTBOM PD.

JInua, oTBevarome 3a cOOp, TOCTaBKY U aHAIU3 00-
pa3loB OMOJOTMYECKOro MaTepuaia, TOJKHbBI PyKOBOI-
CTBOBAaTbCS MpaBWIaMU U TEXHUKON 0€30MaCHOCTHU MpU
pabote ¢ HUMH. Bce oOpasiibl 6MOJIOrMYecKoro MmaTepua-
Jla CYUTAIOT MOTEHIIMAIbHO OMMACHBIMU, TaK KaK MOTYT CO-
JepXaTh MaTOTeHHbIE MUKPOOPTaHU3MBbI.

IlepcoHal, HEeMOCPENCTBEHHO YYaCTBYIOIIMI B MPO-
BEICHUM LIUTOI€HETUYECKUX MCCeTOBaHMIA, 00s13aH CTPO-
ro MPUACPXUBATHCS OOIIMX CTAHAAPTOB IO (hopMUpOBa-
HUIO U TOAJEPXKaHUIO Oe30MacHOCTH padoyeit cpeabl B Me-
JTULIMHCKUX J1abopaTOpHUsIX MPU MaHMUMOYISLUSIX C
o0pasiamMu 61MOJIOTMYECKOTo MaTepuraa MnaluueHTOB, X1-
MUYECKUMU PEAKTUBAMU U IPYIUMU OOBEKTAMU MOTEH-
LMAJILHOM OMAaCHOCTU IS 3M0POBbS JIIOACH.

Bce coTpymHUKU HOKHBI BBITTOJHSATh MHCTPYKIIMU U
MpaBuJia TEXHUKU 0€30MaCHOCTH, U3JI0KEHHbBIE B TEXHUYE-
CKUX MacropTax K 3JIEeKTPUIECKUM MPpHUOOpaM, UCTIONb3Ye-
MBIM B TEXHOJIOTMU (LIEHTpUdYTH, TEPMOCTAThI U 1Ip.); TIep-
COHaJl, paboTaIOLIN C peaKTUBaMU, JOJIKEH ObITh O0yYeH
00pallleHUIO C HUMU, UCTIOJIb30BaTh CPEICTBA MepCOHAb-
HOM 3allIUThI, COOMIOAATH MPaBUJIa TUUHON TMTUEHBI.
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J1s1 mpemynpexXaeH s MoXapoB HEOOXOAUMO COOJTIO-
JaTh IIpaBUJIa TIOXapHOI 0€30MacHOCTH B COOTBETCTBUM C
JNEHCTBYIOIIMMHY HOPMAaTUBHBIMU JOKYMEHTAMMU.

CoOop, BpeMeHHOe XpaHeHue, obe33apaxuBaHue U
TPaHCIIOPTUPOBKY MTOTEHIIMAILHO OTIACHBIX OTXOMIOB, 3a-
IPSI3HEHHBIX OCTaTKaMU OMOJIOTUYECKOT0 MaTepuaa, 00-
pasyIoIIuXcs B TIPOLIeCcCe BHITIOJTHEHMST TEXHOJIOTHUHM, CIIe-
JYET TIPOBOIUTH B COOTBETCTBUU C NEWCTBYIOIIMMU CAHU-
TapHbIMU TIpaBwiamMu U HopMamu (CanlluH 2.1.7.2790).
Otxompl, cogepxaniye (MOoTeHUIUATbHO CoAepXKalle) MU-
KpPOOPTaHM3MBI (MaTepyuaibl ¥ MHCTPYMEHTHI, TIPEIMETHI,
3arpsiI3HEHHBIE KPOBBIO Y/WJIW IPYTUMU OMOJIOTMYECKUMU
XKUAKOCTAMU) (OTX0nbl Kjacca b) momiexar ods3aresb-
HOMY 00e33apaxuBaHuio (ae3uHdexkuun). Coop, XxpaHe-
HHME W YTWIM3ALMIO OTXOIOB IPOBOMISIT B COOTBETCTBUU C
tpeboBanusamu CanlluH 2.1.7.2790-10.

19.060PYAOBAHUE, UHOOPMALIMOHHbBIE
CUCTEMbI U MATEPUAJIbI

OpraHuzanys noMeueHuii, TpeboBaHus K 000pyI0-
BaHUIO U MpaBUJIa pabOTHI B 1a00paTOPUHU, BHITIOIHSIIOLLIEH
LIUTOTCHETUIECKHE UCCICIOBAHMS, TOJDKHBI COOTBETCTBO-
Batb [OCT P MCO 15189. JlabopaTopusi B COOTBETCTBUH
C 9TamaMu IIPOBEICHMS aHAIM3a TODKHA BKITIOYaTh HA00p
TIOCJIEIOBATEIFHO PACTIONIOXKEHHBIX CAMOCTOSITEIIBHBIX pa-
004uX 30H (ITOMENIEHUIT) WIN OTAEIBHO BBIIEIEHHBIX pa-
004MX 30H B cocTaBe APYrux (PyHKLIMOHAIbHbBIX TIOMEILIEe-
HUIA.

19.1 OBOPYAOBAHUE

J11s1 BHITIOTHEHUSI UCCIIEIOBAHUI UCTIONB3YIOT CTaH-
JapTHOE 00OpYIOBaHUE, CEPUITHO U3TOTOBJIECHHBIE THMA-
THOCTUYECKUE HAaOOPBI pEareHTOB, PEareHThl U PACXOIHbIE
MaTepuaibl, UMEIOIINEe COOTBETCTBYIOIINE CEPTUDUKATHI
KavecTBa W ICUCTBYIOIINI CPOK TOMHOCTH, pa3pelieHHbIE
K MPUMEHEHUIO Ha TeppuTopuu PO B ycTaHOBIEHHOM TTO-
psiiKe.

Criemyet mpoBOAUTHh MHBEHTAPU3AIIUIO BCETO J1abopa-
TOPHOTO OOOPYIOBAaHUS C YKa3aHUEM NaThl IPpHoOpeTe-
HUSI, IPOM3BOIUTEIIS U CEPUITHOTO HOMepa. J1oJIKHBI Tpo-
WU3BOJUTKCS 3aNTUCH 00 00CTy>KUBaHUM 000PYITOBaHUS CO-
TJIACHO JIOTOBOPY, a TakKKe 000 BCEX er0 HEMCITPABHOCTSIX.

3akyrika, copepkaHue U UCTIONIb30BaHUE 000pyI0Ba-
HUSI IPOBOJSITCS] B COOTBETCTBUU C YCTAHOBJIEHHBIMU TIpa-
BwiamMu. CeayeT MpoBeCTH KaTMOPOBKY BCEro 000pyno-
BaHUS U TIOJIHYIO OIIEHKY PHCKA €T0 HEUCITPAaBHOCTH JI0
Hauaja paboThI TIepcoHaIa Ha JAHHOM 000PYIOBaHUM.

19.2 UHOOPMALIMOHHbIE CUCTEMbI

Bce I/IH(I)OpMaHI/IOHHbIC CUCTEMbI NOJI2KHbI UMETb CU-
CTEMbI PE3CPBHOIO0 KOMMWPOBAHMUA U ITPpOIrpaMMBbI IJIA Xpa-

HEHUsI, apXUBUPOBAaHUSI U MHOOPMALIMOHHOTO MTOUCKA.
KpoMme Toro, naHHbIe TOJKHBI OBITh 3aIUIIEHBI TApOJIeM
1, eCJIN TpeOyeTcsI, TTporpaMMaMH ITo 3aluTe 1 6e3omac-
HOMY XpaHEHUIO TaHHBIX.

19.3 PEAKTUBbI

JoJKeH CYIIeCTBOBaTh KOHTPOJIb Ka4eCTBa PeaKTH-
BOB, BKJIIOYAIOIINIA: BEpU(PHUKALIMIO TOTYYEHHBIX MaTEPU-
aJIoB, X Oe30MacHOe pa3MeIleHUe, OIUCh BCeX HOMEPOB
(ITO3BOJISIIONIYIO TTPOBOAUTH BEPTUKAJIbHBIN U TOPU30H-
TaJIbHBIII KOHTPOJIb B XXypHaJie, a TP HEOOXOAUMOCTH —
MPOBEPKY NMAapTUM WJIM MapKUPOBKM). [J1s Bcex xumMmuye-
CKUX peareHTOB JOJDKHA CYIIIECTBOBATh OLIEHKA PHCKa TO-
ro, HaCKOJIbKO OHHU OITaCHBI IJIs 310POBbsI, KOTOpasi
BKJII0YAeT MHCTPYKIIMIO 10 00€3BPEKMBAHUIO U TIEPEUEHb
MEPOIIPUATUI, KOTOPBIE CIIEAYET ITPOBOAUTD B CIIyYae, ec-
JIA OHY Pa3IMIMCh, IOMAJIM Ha KOXY WIM CIU3UCTHIC, B
IbIXaTeJIbHbIC ITyTU WJIM MUIEBAPUTEIbHbBINM TPaKT. [10-
MOJIHUTEIbHYIO MHbopManuio MoxHo Haiitu B TOCT P
MNCO15189.

20. OBYYEHUE N NOATOTOBKA NMEPCOHAJIA
JIABOPATOPUA

PykoBonuTesib 1a00paTopun HECET OTBETCTBEHHOCTD
3a TO, YTOOBI MEPCOHATY ObLIa MTPEAOCTABIEHA BO3MOX-
HOCTb y4acTus B 00pa30BaTEIbHBIX IPOrpaMMax B COOT-
BETCTBUU C XapaKTepOM JeITeIbHOCTH JJabopatopuu. B
JTabopaTopuu JOJIKEH OBITh PETUCTDP, COAECPXKAIIUNA UH-
(opManuio o 6a3ucHOM 00pa3oBaHUM, KypcaX MOBBIIIE-
HUS KBUTMOUKAIMA U T.I1. 151 KaKAO0TO cCOTpyaHuKa. 2Ke-
JIaTE€JIbHO BCSYECKU CTUMYJIUPOBATh COTPYIHUKOB K TO-
BBILIEHUIO UX KBaNuuKauvu. Kaxaplil 4ieH KojuieKTuBa
JIOJXEH UMETh MepeyeHb TOJKHOCTHBIX 00s13aHHOCTEN U
3K3EMILISIP TPYAOBOTO JOTOBOPA B MUCBMEHHOM (hopMe.

21.NMPEAHANIUTUYECKUI 3TAN

C cootBerctBuu 'OCT P MCO15189 B opranuzanum
(B TOM 4mcCIle Ha caliTe OpraHU3aIun) NOJKHA OBITh MH-
(bopmanus o UIMTOTEHETUYECKON JTabopaTopuu (TpyIne)
JUTSI TTAITUEHTOB Y MEOUIIMHCKUX YIPEKIEHW I, BKITIOYAI0-
11asi MECTOHAXOXAeHWE U BpeMsl pabOThI J1abopaTopuH,
KOHTAKTHBIC TaHHbBIE, JEeTalbHOE OMMCAHUE TUAarHOCTU-
YECKUX yCIyT, TpeOOBaHUSI K oOpa3iiaM U HeOOXOauMOi
COIPOBOAUTENbHON MHMOopMalmu. PexomeHnaum mo
TpUeMy M XpaHEHMIO 00Pa3IIOB TOJKHBI OBITH pa3paboTa-
HBI ¥ YTBEPKIEHBI 3aBeAyIonuM Jlabopatopueii. [Tpu pe-
TUCTPAIINM KaXIOMYy 00pa3ily MOJIKeH MPUCBAauBaThCS
YHUKATbHBIN UACHTU(DUKAIITMOHHBIN HOMED, YTOOBI CBE-
CTU K MUHUMYMY BEPOSITHOCTb IePEKPECTHON KOHTAMU-
HallW WU OITMOOYHOM MapKMPOBKHU 0Opa3oB B MPO-
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ecce o6padboTku. Eciiu nmeeTcst HECOOTBETCTBUE JaHHBIX
HaIIpaBJICHUs 1 00pa3ila, HeOOXOIMMO CBSI3aThCS C Ha-
npapJsitoliuM BpadoM. Eciu o mpockbe Bpauya obOpaselr
BCe-TaKM OyIeT NPWHST, DOJDKHA OBITh CliejlaHa 3aIiiCh,
YTO HAIIPaBUBIIMIA Bpad ObLT MHGOPMUPOBAH U HECET OT-
BETCTBEHHOCTb 3a JUArHOCTUYECKHUE OIIMOKU, OOYCIIOB-
JIeHHbIe HecoOJII0IeHeM TpeOoBaHU K 00pa3iy.

COII nyg Bcex AMarHOCTUYECKUX MPOLIETYP NOKHBI
OBITH JOCTYITHEI B TUCbMEHHOM BUIIE.

21.1 MAPKUPOBKA MATEPUAJNIA ANA
LUATONEHETUYECKOIO UCCNIEAOBAHUA

Ha stuketke mpoOUpKHu yKas3bIBalOT (paMUITAIO U UHU-
LIMaJIbl MAllMeHTa, a TAaKXKe IaTy B3TUs oopasua. B compo-
BOJIWTEILHOM TOKYMEHTE (HallpaBJeHUM) K OMoMaTepua-
JIy JOJIXKHO OBITh YKa3aHO:

— HaMMEHOBaHME YUPEKICHMS, KOTOPOE HallpaBisieT
O6uomaTepua, TeJieoH, agpec JIEKTPOHHOM MOYTHI;

— haMWIMs U MHULIMAJIBI 00CIeIyeMOoro JIUIIa;

— JaTa poXIeHUs;

— TI0JI;

— JaTa B3sITUsI OMoMaTepuaa;

— KJIMHUYECKMUIA AMarHo3 WJu MoBOI K o0cienoBa-
HUIO;

— JaTa OTIIpaBKM OMoMaTepuaa;

— haMmust, UMs1, OTYECTBO U TOKHOCTD COTPYIHM-
Ka, OTIIpaBUBIIIETO OMOMaTepurall;

— KOHTaKTHBIN TeJlehOoH, IT0 KOTOPOMY MOXKHO CBSI-
3aThCS C TaHHBIM COTPYIHUKOM;

— CBEJIEHMSI O TIPOBEICHUH MALIMEHTY XUMUOTEpariuu
WIM PEHTTEHOBCKOIO MCCIeOBaHUs B TeUCHUE Tofa Iie-
pel HaTlpaBJICHUEM.

Hamnpasienue 61oo6pasiia 11l npeHaTaIbHOM AMArHO-
CTHKH JIOJDKHO CofiepKaTh CBEICHUS O HaIIPaBJISIOIIEM YU-
pexneHnu, faHHble o nmanueHTke (P.M.0., naty poxne-
HUsI, HOMEep aMOYyJIaTOPHOI/cTallMOHaApHOI KapThl), T0-
Ka3aHus K UHBA3UBHOW MpPEHATAJIbHOW ITUArHOCTUKE
(mogpo6HOe onyvcaHue BoIsIBIeHHBIX TpU Y3U oTKI0HEe-
HUI B pa3BUTUM IIJI0JA, 3HAYCHMSI MAapKEPHBIX OEJIKOB, Ka-
PUOTHUII pOIMUTENIEl, €CJIM OH paHee ObLI MCCIeo0BaH U
T.1.), CPOK OEPEMEHHOCTH Ha MOMEHT IPOBEICHMS NHBA-
3UBHOTO BMEILIATENIBCTBA C LIEJBIO MOJTYYEHUs TIJIOLHOTO
MaTepualia, Ha3BaHue U gaty Mmanunyiasunu, ®.1U.0. n
KOHTaKTHBIE JaHHbBIC OTIEPUPOBABIIIETO aKylllepa U Bpaya-
reHeTuKa (HampaBlgiollero Bpaya). B HampaBieHuu o6sI-
3aTeJIbHO OJIKHO OBbITh OTMEUYEHO BpeMsI orepaunu (1mo-
JIydeHus obpa3sia), crnocod 00padboTKu odpaslia nepem oT-
MpaBKOil B JlabopaTopuio (TECThl Ha KOHTaAMMHALIUIO,
yIaJleHue NelUnyaaibHON TKaHU U TIP. ), €CJIY TaKoBasl IIpo-
Boauiack. HampaBieHue 10omKHO coaepkaTh TakKKe 0-
MOJIHUTENbHYIO MH(pOopMaLuio (0 pe3yabTaTax MpoBeIeH-
HBIX paHee KccliefoBaHM, ecii oOpasell B3ST IOBTOPHO;

MPOBOANTCS JIU MapajuleJIbHOe UCCIIeIOBaHNE M KaKUMU
METOJaMU U T.1.).

ITocne noctaBku 06pasiia B 1abOPaTOPUIO COTPYIHUK,
MPUHUMAIOIINIT MaTepural, T0JKEH IPOBEPUTH ITPaBUIIb-
HOCTb 0(hOpMJICHUS HalTpaBJIeHUS Ha UCCieOBaHUE, Map-
KHMPOBKY MPOOUPOK C oOpa3iiaMu OMOJIOTMYECKOro MaTe-
puaja, ux 1eJOCTHOCTh M 3apeTUCTPUPOBAaTh MTOCTYITHUB-
W MaTepuaa B paboyeM XypHayie B OyMaxKHOU 1/Win
3JIEKTPOHHOM (hopMe.

B 1abopaTopHOM XXypHaJie perucTpaluuu oopa3loB OT-
MeuaroT BpeMs MoJTydeHus1 00paslia, crocod (Kypbep, poa-
CTBEHHMKU M TIPOY.) U YCIOBUS JOCTaBKU (KOHTEMHED,
TEMIIePaTyPHBIA PEXUM U 1IP.) C MOAMMUCSIMU Kypbepa 1
perucrpaTopa JadbopaTopuu.

Kpurepun otkaza jabopatopuu oT preMa 61oodpaslia:

1) pacxoxnaeHrue MeXIy TaHHBIMU HaIlpaBJIeHUs 1
MapKUPOBKOU oOpa3iia (MHULUAJIBI, 1aTa, BpeMs U T.11.);

2) OTCYTCTBME MapKMPOBKM Ha (pJlakoHe /KOHTelHe-
pe ¢ obpas1oM;

3) HEBO3MOXKHOCTD IPOYECTh Ha HAIlpaBJICHUM JTaH-
HbIE MalMeHTa, (haMUJIMY 1 TTOAMKMCHY Bpaveii, OTCYTCTBHE
TepevHsT HeOOXOAMMBIX UCCIIEIOBAHUIA;

4) reMoJIn3;

5) HECOOTBETCTBYIOIIAsI eMKOCTh/Cpeia — MaTepuai
B34T B KOHTEIHEp He ¢ TeM aHTUKOATyJSTHTOM, KOHCEP-
BaHTOM;

6) HaJTM4Ke CTYCTKOB B MTPO0Aax ¢ aHTUKOATYJISTHTOM;

7) eMKOCTB C TIPOCPOYEHHBIM CPOKOM TOTHOCTH;

8) MpeBbIIIeHNE CPOKOB XpaHEHUS 00pa3iia MeXIy IMo-
JIy4EHUEM U JTOCTaBKOM;

9) HapylIieHUe YCIOBUI TPAHCIIOPTUPOBKU (Hampu-
Mep, 3aMOpaXXMBaHWUE WJIU TIePErpeB);

10) HempuromHOCTb 0Opa3iia Ajs1 YKa3aHHOTO B Ha-
MPpaBJIeHUM UCCIIETOBAaHMS B CBSI3M C KOJIMYECTBEHHBIMM/
KayeCTBEHHBIMU XapaKTepPUCTHUKAMMU.

B cayyasx, ecnu jabopaTopusl Bce-TakKM MPUHUMAET
00pa3Ibl HECOOTBETCTBYIOIIETO KauyeCcTBa, 3TO JOJDKHO
OBITh YKa3aHO B JIJAOOPATOPHBIX XKypHaJIaX U COOOIICHO Ha-
npapJjstonieMy Bpauy. [Ipu 3ToM cOTpymHUKY J1abopaTo-
PUY TOJDKHBI OCO3HABaTh, YTO TPUHUMAsT 00pa3Iibl HeHaI-
JieXalero KayecTBa, OHM HECYT OTBETCTBEHHOCTD 3a BO3-
MOXHBIE TUAaTHOCTUIECKUE OIITMOKH.

B nabopaTtopuu noyKHbI O6ITh pa3padotansl COIT mist
MpeaHaTMTHYECKUX 3TATlOB, BKJIIOYAsT IpaBuiIa mpruemMa oo-
pas1oB B JabopaTtopuio. XpaHeHHe 1 Oe30TacHOe pa3Me-
IeHrne o0pa3IoB MOJLKHBI COOTBETCTBOBATH ITpaBUIaM,
MPUHSITHIM B JAHHOM MEIUIIMHCKOM YUPEKICHUN.

22, AHAJIMTUHECKUE NPOLIECCHI

15t BceX AMAarHOCTHYECKUX TTPOLIENYP JOJDKHEI CYIIe-
crBoBath onmrcanust COII.
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Bce uccienoBanus 06pasiia J0JKHBI ObITh JOKYMEH-
TUPOBAHBI TAKUM 00pa30oM, YTOOBI MOXKHO OBLIO MIpoCiIe-
IUTH BECh Mpoliecc UX MpoBeneHus. JlomkHa ObITh BO3-
MOXHOCTh YCTAHOBMTb, KTO M YTO JAeJial B JaHHBINA ACHb,
KaKast TapThsI peaKTUBOB OblIa MCIIOJIb30BaHa, KaKOi ITpo-
TOKOJI ObLT IPUMEHEH U T.1I.

23. MOCTAHAJIUTUYECKUE 3TAIbI -
KOHTPOJIb U YTBEPXKAEHUE PE3YJIbTATOB

PesynbTaT 0(OpMIIIET COTPYIHUK, HEMOCPENCTBEHHO
MPOBOIMBIINIA UCCIIEIOBAaHKE. 3aIlCh pe3ybTaTa JOJDKHA
OBITh YTBEPXKAECHA 3aBeAyIOIIMM JlJaboparopueii. [1pu opraHu-
3aLMU pabOTBHI MO «KOJIETMAIBHOMY» CITIOCO0Y pe3yJIbTar MoI-
MMCHIBAIOT 00a CIIEIINAIMCTA, IIPOBOIUBIIINX MCCIICIOBAaHIE.

24, KOHTPOJ1b KAYECTBA JIABOPATOPHbIX
NCCNEQOBAHUN

OpraHuzanusi KOHTPOJIST KauecTBa JJabopaTOPHBIX MC-
CJIeIoBaHMi1 00ecIieurBaeTCsl BHEAPEHUEM CHCTEMBI YIIpaB-
JleHns KadecTBoM B cooTBeTcTBUU ¢ OCT MCO/MBK
17025 u TOCT P CO 15189. CucrtemMa yripapjieHUsI Kauye-
CTBOM TIpeIyCMaTpUBaeT BHYTPMIIaAOOPATOPHbIE KOHTPOJIb-
HbIE TTPOLIEAYPHI M BHEITHUI KOHTPOJIb. B pamkax opraHu-
3aIM1 KOHTPOJISl KauecTBa 00JIbIIIOe BHUMAaHUE HEOOXOI -
MO YIEeNATh Pa3paboTKe Y BHEAPEHUIO Ha pabOYMX MecTax
COII. C uenbio npeaoTBpalleHUs MOSIBJIEHUST HEAOCTOBEP-
HBIX pe3yJIbTaTOB, HEOOXOAMMO COOMIONATh TPEOOBAHUS IO
OpraHM3aIy JJabopaTopuM, ITpaBriia paboTHI TIEpCOHAIa C
000pyIOBaHUEM 1 PEAKTUBAMU, U TPeOOBaHUsI, YKa3aHHBIC
B MHCTPYKIIMU Y METOAMYECKUX PEKOMEHIAIUSIX TIPOU3BO-
JIUTeNeil KOHKPETHOTO Habopa peareHTOB.

24.1 BHYTPUJIABOPATOPHbI KOHTPOJb
KAYECTBA

CucreMa BHYTpUJIaOOpaTOPHOTO KOHTPOJISI KauecTBa
MpeaHa3HauYeHa IS MMOATBEePXKICHMS Ka4yecTBa pe3yJibTa-
ta. [loaroroBka, co3naHue, MOHUTOPUHT U IOIEPXAHUE
JIabOpaTOPHBIX CTAHAAPTOB SIBJSIIOTCSI 00s13aHHOCTBIO 3a-
BEIYIOIIEro JlabopaTopueil.

JOXKHBI OBITh YCTAHOBJICHBI:

— YpOBeHb paspelieHus nuddbepeHInaTbHOTO OKpa-
IIWBAHUS JUTSI KOKIOM HaIlpaBIsieMOll KaTeropuu oopas-
LOB;

— KpPUTEPUH OLIEHKU YPOBHS nuddepeHIInaaIbHOro
OKpalIuBaHUsI,

— MUHUMaJIbHasA 3¢ GEeKTUBHOCTh TUOPUAN3AIIUY,
CIelIM(UIHOCTb Y YPOBEHDb UyBCTBUTEILHOCTH 30H/IOB;

— TIpOLIeAYPHl UCTIPABJIEHMS, €CJIM HEe TOCTUTHYT He-
OOXOIMMBII yPOBEHD pa3pellIeHUS;

— MakKCUMaJlbHas J0JIsI HEBBITIOJHEHHBIX UCCIeI0Ba-
HUM.

YpoBHHU pa3peleHus AMpGepeHITMaTbHOTO OKPAIIN-
BaHUsS HE JOJDKHBI OBITh HIXE YPOBHS, YCTAHOBJICHHOTO
nanHeiMu [TP. PykoBoauTenb 1abopaTopuu Uad OTaese-
HUS IOJKEeH MOCTOSTHHO MOoJTyYyaTh MH(pOpMaIlmio, Kacaro-
LIYIOCS TEKYILel paboThl Ja0OpaTOPUU.

JlaGopatopusiM ciieayeT peryasipHO KOHTPOJUPOBaTh
pa3Mep J0J1 HEBBITIOJHEHHBIX aHAJIU30B U 0blllee Kaye-
cTBO npenapatoB. Eciu KauecTBo uccienoBaHuii OmycKa-
€TCSl HYDKE YCTAaHOBJIEHHBIX KPUTEPUEB, CIEAYeT YCTaHO-
BUTH NIPUYUHY Y MIPUHATh MEPBI UTISI UCTIPABIICHUST 3TUX
HEIOCTaTKOB.

CrieyeT CTpEMUTHCSI, YTOOBI BCE MEPBI, TIPEATIPUHSI-
ThI€ IIJIST BBISIBJICHUS 1 yCTpaHEHMs po0JieM, ObUTH TOKY-
MEHTHpOBaHbI. Bo n3bexxaHue ommboK CleayeT perysp-
HO MPOBOAUTH KOHTPOJIb TPOLIEAYP, aHAIN3a U oopmiie-
HUST 3aKJTI0YCHUS.

24.2 BHELUHWI KOHTPOJIb KAYECTBA

BHenrHuii KOHTPOJIb KauecTBa OCYIIECTBISIIOT Opra-
HU3AIMK, UMEIOIIHE COOTBETCTBYIOIIYIO JUIICH3UIO, B CO-
otBeTcTBUM ¢ TpeboBaHusIMU [TOCT MCO/MBK 17025 u
I'OCT P MCO 15189 B hopMe yuacTusi B MexkJ1abopaTop-
HBIX CPaBHUTEJbHBIX MCTIBITAHUSIX W/WUJIM TIporpaMmax
MPOBEPKU KBATM(MUKAIIMY I10 TT0Ka3aTesIsIM U ¢ IepUOanY-
HOCTBIO B COOTBETCTBUU C YCTAHOBJIICHHBIMU TPeOOBaHU-
SIMU ¥ IOTPEeOHOCThIO JJabopaTopuii. B ciyuae HeymoBieT-
BOPUTEJBbHOI OLIEHKU MOJyYEHHBIX PE3yJIbTaTOB B 1a00-
paTopur HEOOXOIUMO MPUHUMATh 3KCTPEHHBIE MEPHI 10
YCTPaHEHMIO OIINOOK.
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A.TMOKA3AHMA ANA UNTOTEHETUYECKOIO
AHAJIN3A

IluToreHeTMyeckoe oocaeIOBaHNE HEOOXOIMMO B TEX
cJIydasix, Korja y Bpaua BO3HMKAET MOJ03PEHUE, YTO COCTO-
sSIHME WM 3a00JIeBaHKe y TTAllMEHTa MOXET ObITh O0YCIOB-
JIEHO XpOMOCOMHOI1 aHoMmasnueid. Y xoTs aTu 3a0ojieBaHusI
XOPOLLIO U3BECTHBI OOJIBIIMHCTBY Bpayeit, HalpaBJIsSIoLIUX
NalEeHTOB B LIMTOTEHETUYECKYIO JTAOOpATOPUIO, IIPEACTAB-
JICHHBII HUXE MepeuyeHb MOXET ObITb MOJIE3EH TIPU ITOCTa-
HOBKE IMarHo3a, OCOOEHHO €CJIM 3TU MOKa3aHUsI UCITIOJb-
3YIOT B COYETAHMY C MEXIYHAPOTHOM Kiaccudukaimeii 60-
ne3Hent (merictByromast Bepcust MKbB-10). Otu moka3aHust
MOTYT CJIY>KUTb PYKOBOJICTBOM K ITPOBEAEHWIO0 MOHUTOPHH-
ra NpUYMH HanpapJIeHUs NALMEHTOB U TJIAHUPOBAHMS Ha-
IPY3KU B IMTOTEHETUYECKOU JJTabopaTopuu.

1. KIMHWUYECKUE MNOKA3AHUA AN
LUUTOrEHETUYECKOW NMPEHATAJIbHOIA
ANATHOCTUKU (O6pa3zLbl aMHNOTUYECKON
KUAKOCTH, BOPCMHYATOr0 XOPMOHA, NNALEeHTDI,
NynoBVIHHON KPOBU NoAa)

* AaHOMAJIbHBIN KAPUOTUII y POOUTENEN;

* BBICOKUIA PUCK XPOMOCOMHBIX 3a00JIeBaHUI y Oy1y-
1ero pedeHka o pe3yabTaTaM KOMOMHUPOBAHHOTO Tpe-
HaTaJbHOIO CKpUHUHTA | TprMecTpa 6epeMeHHOCTH (KOM-
TUIEKCHBIN pacyeT Ha OCHOBaHUM 0a30BOTO PUCKA C y4e-
TOM BO3pacTa, Cpoka OEpeMEeHHOCTU U aHaMHe3a
O6epeMeHHO#1, naHHbIX Y3U 11012 ¥ ypOBHS CBIBOPOTOY-
HBIX MATEPUHCKUX MapKepOoB)

* BBICOKMI PUCK XPOMOCOMHBIX 3a00JI€EBAHUI 110 JaH-
HBIM YJIbTPa3BYKOBOTO UCCIenoBaHus ioaa Bo 11 tpume-
CTpe OEpeMEHHOCTHU

* HAJIMYME XPOMOCOMHOI aHOMAJIMU y TIPENBIAYLIETO
pebeHKa B ceMbe;

* MEPTBOPOXIEHHBIN PEOEHOK C XPOMOCOMHOM aHO-
MaJlie;

* MMOJO3PEHUE HA MO3aULIM3M Y TJIONA IO Pe3yJibTa-
TaM MePBOTO MPEHATATBLHOTO UCCIENOBAHUS;

* PUCK CUHAPOMAa XPOMOCOMHOU HECTAOUIBHOCTH.

2. KNIMHUYECKUE NOKA3AHUA Ansa
MOCTHATAJIbHOIO NCCNEAOBAHUA
KOHCTUTYTUBHOIO KAPUOTUMA
(Mepudepunueckas KpoBb, prubpobdnacrTbi)

Y nmaumenra:

* MHOXECTBCHHBIEC BPOKIEHHbBIC TIOPOKH Pa3BUTHS,
* MHOXECTBEHHbIE MUKPOAHOMAJIUH Pa3BUTHS,

* HU3KUI BeC TP POXKICHUN,

NPUNOXEHUA

* aHOMaJIbHOE CTPOEHHE MOJIOBLIX OPraHOB, HEOIpe-
NeJeHHBbIN MO,

* YMCTBE€HHAasl OTCTaJIOCTh, OTCTABAHUE B TICUXOMO-
TOPHOM Pa3BUTUU;

* BbIpaxk€HHbIE OTKJIOHEHUSI B pocTe (HU3KUI POCT,
BBICOKUI POCT) U pa3Mepax rojoBbl (MUKpoLehaius, Ma-
Kpouedanus);

* OTCTaBaHue B (U3UYECKOM U MOJOBOM Pa3BUTUU;

* MIEpBUYHAS WM BTOPUYHASI aMeHOpesT U paHHSIS
MEHOTIay3a;

* aHOMAaJlbHas cliepMorpaMMa — a300CIepMUs WiIn
BbIpaXk€HHasl OJIMT0300CIEPMUSI;

* KJIMHUYECKME MPOSIBJIEHUS CUHAPOMA MUKPOCTPYK-
TYpHOI aHOMAJINU;

* X-ClLeIJeHHOe pelieCCMBHOE 3a00JieBaHUe Y XKEeH-
LIWMH

VY cynpyxeckux nap:

* OecrIoaue HesICHOM 3TUOJIOTUM

* PENIPOAYKTUBHBIE TTIOTEPU, BPOXKIAEHHBIE TOPOKHU
pa3BUTHUS TIOJA WJIM MEPTBOPOXKIESHUST HEBBISICHEHHOM
STUOJIOTUM;

* HaJIMuue y pedbeHKa XpOMOCOMHOM aHOMAaIuM WIn
HEOOBIYHOTO XpOMOCOMHOTI'O BapUaHTa;

* HaJIMYMe XPOMOCOMHOI aHOMAaJIMU B CEMbE;

* YMCTBEHHAsl OTCTAJIOCTh Y POJACTBEHHUKA, NIPU HE-
BO3MOXHOCTH 00CJIeJ0BaHUSI OOJIBHOTO;

* XpPOMOCOMHBIE€ aHOMAJIMX WJIM HEOOBIUHBIE XPOMO-
COMHBI€ BapUaHTHI y 11012, OOHAPYKEHHbIE MMPU MpeHa-
TAJIbHOW JUAarHOCTHUKE;

* XpOMOCOMHBIE aHOMAJIUU, BBISIBJICHHBIE ITPU UCCIIe-
JoBaHUU OMoMaTepuaja CIOHTAHHBIX BBIKMABIIIEH, TKa-
Hel MepTBOPOXIEHHOTO WJIU IJIoAa C MOpOKaMU pa3BU-
TUSI HEU3BECTHOI 3TUOJIOTUH, a TaKXKe OMoMarepuara, ro-
JIyUEHHOTO MOocJjie MpepbiBaHUSI OepeMEHHOCTH B CBSI3U C
HaJIMYMEM BPOXKIECHHBIX TOPOKOB Pa3BUTUSA Y TLJIOAA WU
MpY Hepa3BUBaIOLIEHCsI 6epeMEHHOCTH.

3. KMIMHUWYECKME NOKA3AHUA ANA FISH-
WCCNEQOBAHUA B KOHCTUTYTUBHON
LUATOrEHETUKE

Y nauueHToB:

* MOJO3PEHUE HA MUKPOCTPYKTYPHYIO aHOMAJIHIO, JUIST
KOTOPOW AOCTYIMHO IUArHOCTUYECKOE TECTUPOBAHUE;

* TIOBBILLIEHHBIA PUCK MUKPOCTPYKTYPHOU aHOMAJIUU
0 AaHAMHECTUYECKUM JAHHbIM;

* KJIMHWYECKHKE MTPU3HAKU, TTO3BOJISIOLIMUE MPEATION0-
KUTb MO3aULIM3M ITPU OMPEIEIEHHBIX XPOMOCOMHBIX CUH-
JipoMax;
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* MIOJ03PEHUE Ha XPOMOCOMHYIO aHOMAJIWIO MO pe-
3yJIbTaTaM CTaHIaPTHOIO [IMTOTEHETUYECKOTO UCCIIeI0Ba-
Hus, eciu FISH-uccnenoBaHue mo3BOJUT YTOYHUTH Xa-
paKkTep aHOMAaJINH;

* HaJIMYUe CBEPXUMCICHHON MapKepHOI XpPOMOCOMBI;

* MIOIO3PEHUE Ha CYOTEJIOMEPHYIO MEPECTPOUKY, a
TakXe HATM4Y1e CyOTeIOMEepHOI IEpeCTPONKHU Y POACTBEH-
HUKOB.

IMokazanus mist metadasnoit FISH:

* MapKepHbIE XPOMOCOMBI;

* IOTIOJIHUTEIbHBI MaTeprasl HEM3BECTHOTO ITPOKC-
XOXJIEHUS Ha XPOMOCOME;

* XpPOMOCOMHBIE NTePECTPONKHU;

* MMOJ03pPEHME Ha ACJICLINI0/NYTUTMKALIMI0 XPOMOCOM-
HOTO CerMEHTA;

* MO3aUIIU3M.

Ilokazanus mist uHTepdasHoit FISH:

* YUCJIOBbIE XPOMOCOMHBIE aHOMAJIUH;

* OYIUJIMKALIUW;

L3 (53 (100707 8

* XpOMOCOMHBIE TIePECTPOIKU;

* MO3aWIIN3M;

INoxazanust ojist mpeHaTaJIbHOTO CKPMHIHTA aHEYTIION -
it (TprcoMuu o xpomocomam 13, 18, 21, moHocomuu X):

* BBICOKMM PUCK YKa3aHHOM MATOJIOTMM I10 pe3yJibTa-
TaM paHHEro MPeHaTaJIbHOTO CKPUMHWHTA W/VTH OMOXU-
MHYECKOTO CKPMHUHTA BO 2-M TPUMECTpe OEpeMEHHOCTH.

b. OLLIEHKA YPOBHA MO3AULIU3MA

B cooTBeTcTBMM C 1a00OPATOPHBIM PE3Y/IHTATOM IIepBIY-
HOTO CTaHIapPTHOIO aHAJIM3a KyJIbTUBUPOBAHHBIX KIIETOK, TIPH-
HSITO pa3Inyath 3 ypOBHSI MO3auLIU3Ma ix Vitro, a UMEHHO:

Yposenb I: XpoMocoMHass aHOMaJIMS B OTHOM KJIETKE,
oOHapyXeHHas IpU CTaHIApTHOM aHanu3e. Eciu aHoma-
JIVIsI He TIOATBEPXKAeHA TTPU aHAJIN3€ TOTIOJTHUTEIBHBIX KIe-
TOK (cM. Tabuiy 1), To ee MPU3HAIOT KYJIbTYpPaJIbHBIM ap-
TedakToM (IICEBIOMO3aUIIN3MOM), HE 3aHOCSIT B (hOpMY-
JIy KapuOTHIIa U HEe YIIOMUHAIOT B 3aKII0YCHUMU.

Yposenb I1: OgHa 1 Ta e XpOMOCOMHAasI aHOMAaJIUS B
IBYX MU OoJiee KJIeTKax oOHapy»kKeHa Ha mperapaTax u3
CYCIIEH3UM KJIETOK M3 OTHOTO KYJIbTYPaJIbHOTO (hIaKoHa
(11 B OMHOM-ABYX KOJOHMSX M3 OJMHON KYJIbTYPHI IIPU
(uxcauum in situ). Eciin aHomMamus He MOATBepKAeHA TIpU
aHaJIM3€e IOMOJHUTEIbHBIX KJIETOK U3 APYTMX HE3aBUCH-
MBIX KYJIbTYD (WJIM U3 IPYTUX KOJIOHUI U3 APYTHX HE3aBU-
CHUMBIX KyJIbTyp) (cM. Ta6a. 1), To aHOMaINIO TIPU3HAIOT
TICEBIOMO3aMIIN3MOM U UTHOPUPYIOT.

Yposenb III: OnHa 1 Ta e XpOMOCOMHAasT aHOMAaJIHS
oOHapyXeHa B IBYX WJIM Oojee KJIeTKax U3 IByX U OoJjiee
He3aBUCUMBIX KynbTyp. YpoBeHb 11 Hanboee BeposiTHO
COOTBETCTBYET UCTUHHOMY Mo3aunuimy. Ilpu 3anucu
¢opMynbl KapuoTtumna B cooTBeTcTBUM ¢ ISCN pekoMmeH-
IyeTcsl B KBalpaTHBIX CKOOKAX yKa3aTh YHUCJIO IIpOoaHaIy-
3UPOBAHHBIX KJIETOK M3 KaxKI0H KJIeTOUHOI TuHuU. B 3a-
KJTIOYEHUM PEKOMEHIYETCs YKa3aTh, YTO OOHAPYKEHHBIM

Ta6nuya 1

PekomeHAyeMmblii 06beM ONONHNTENbHbIX NCCNEf0BaHUI ANA BbIACHEHUA YPOBHA MO3anL3Ma Npyu aHanmnse KNeTOYHbIX KyNbTyp
(xopuoH, amHuounTbl) [8, 12]

AHOMaus

OOGHapyXeHbI Ha Mpenaparax U3 Kjie-
TOYHOM CyCMEH3UU

OGHapy:XeHbI MPU aHAIM3E OTAETbHBIX
KOJIOHUA

45X

HecbanancupoBaHHbIE CTPYKTYpPHBIE TIEPECTPONKHU
Co6aslaHCUpOBaHHBIE CTPYKTYPHBIE TTEPECTPONKHI
PazprIB B IeHTpOMEpE € YyTpaToii 1eJI0TOo Iievya

Ecnu o6HapyXeHBbI B oqHOI MeTadase

nipu aHanu3e 20 KJIeTOK M3 ABYX He3a-

BUCHMBIX KYJIBTYP — JOTIOJTHUTETbHbBIE
HCCIIeIOBAaHUS He TPEOYIOTCS

Ecnu o6HapyXeHbl B omHOM u3 20 MeTa-
a3 npu aHaiM3e KJIeTOK U3 15-Tu KoJo-
HUIA B IBYX HE3aBUCUMBIX KYJIbTypax —
TIOTIOTHUTENTbHBIE UCCIIEIOBAHUS HE TPe-
oytorcst

J1OTIOTHUTEIbHBIE TTOJIOBBIE XPOMOCOMBI
Tpucomuu ayrocom 1, 3,4, 6,7, 10, 11, 17, 19
45X

MOHOCOMHH ayTOCOM

MapkepHbIe XpOMOCOMBI

HecbanaHcupoBaHHbBIE CTPYKTYPHBIE TIEPECTPONKH
CoGalaHCUpOBaHHBIE CTPYKTYPHBIE ITEPECTPONKH

Ecnu oOHapyXeHbI B OTHOM-IBYX Me-
Tacaszax Ha pernapaTtax U3 OIHOTO
KYJIBTYpaJIbHOTO (hJTaKOHA — PEKOMEH-
IyeTCsI MOTTOJTHUTEIbHBIN aHATN3 He
MeHee yeM 1o 20 Metadas u3 Kaxmaoit
HE3aBUCHMOI KyJIbTYPbhI

Ecnu o6HapyXXeHbI B OTHOM-IBYX KJIET-
KaX B OTHOM MJIM HECKOJIBKMX KOJOHUSIX
13 OHOTO (hyIaKOHa/YalllKi —
PEKOMEHAYETCSI TOMOJHUTEIbHBIIM aHa-
JIU3 KJIETOK B 12 KOJOHMSIX U3 KaXIIOTro
KYJIbTYpaJIbHOTO (hy1akoHa,/Jallku

Tpucomun ayrocom 2, 5, 8,9, 12, 13, 14, 15, 16, 18,
20, 21 vuim 22

HecbanaHncupoBaHHbBIE CTPYKTYPHBIE TIEPECTPONKI
Co6aaHCUPOBaHHBIE CTPYKTYPHBIE ITEPECTPONKI
MapkepHbIE XPOMOCOMBI

Ecau o6HapykeHO HeCKobKO MeTadas
npu aHanu3e 20 KJIETOK — pEeKOMEHLY-
€TCs1 IOTIOTHUTEIbHBII aHAN3 HE Me-
Hee yeM 1o 20 MeTadas u3 2-X pa3HbIX
HE3aBUCHUMBIX KYJIBTYP, HE CUNTAS
MPOaHATU3UPOBAHHBIX TP MTEPBUY-
HOM aHaJIn3e

Ecnu aHomanust oGHapyxeHa B HECKOJTb-
KUX KJIETKaX B OMHOU MJIA HECKOJIBKUX KO-
JIOHUSIX U3 OMHOTO (hjlaKOHa,/JallIK1 —
PEKOMEHIYeTCsI IOTIOTHUTEIbHBII aHATN3
KJIETOK 13 24-X KOJIOHUH U3 Pa3HbIX He3a-
BUCUMBIX KYJIBTYP, HE CYMTAs TPOAHAIIM-
3MPOBAHHBIX MIPU MIEPBUYHOM aHAJIM3E
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MEXKJICTOUHBI MO3anIIN3M MOXKET HEe OTpaxkaTh YPOBEHb
MO3anI3Ma B IPYTUX TKaHSX.

O0BEM JOMOTHUTETBHBIX UCCIISTOBAHMIA TS BEISICHE-
HUS YPOBHS MO3aWIIM3Ma CBSI3aH KaK ¢ XpOMOCOMOM CITEIIN-
(MIHOCTEIO, TaK ¥ ¢ METOIOM ITPUTOTOBJICHUS IIpeTapa-
TOB (aHAJIN3 CYCITEH3WHN KJICTOK WU OTIETBHBIX KOJIOHUIA).

YUuUTEIBasI, 9TO YPOBEHB MEKKJIETOUHOTO MO3anIIN3Ma
B Pa3HBIX TKAHSIX MOXET pa3IMJaThCsI, TIPY aHAIN3e MO3a-
WIIM3Ma, BKITIoYast JOTIOTHUTETLHEIE MCCIIEIOBAHNS, PEKO-
MEHIyeTCs PYKOBOICTBOBAThLCS IIPUHITATIOM JUATHOCTHYE-
CKOI1 11eJ1eCO00pa3HOCTU M pa3yMHOM TOCTAaTOYHOCTH.

B ciyyae oOHapykKeHUsT eTMHUYHBIX KJIETOK C XpPOMO-
COMHOIT aHOMaJTHel Ha TIpeTiapaTax, IPUTOTOBICHHBIX MpsI-
MBIM METOIOM M3 HATUBHEIX 00Pa31I0B WJIN KPATKOCPOUHBIX
OpPTaHHBIX KYJIBTYp XOPHMOHA, PEKOMEHAYETCS MCCIeI0BaTh
Bce MeTacda3Hble TUTACTUHKY (Ha BCEX ITOTyYeHHBIX Iperia-
patax). IIpu 5TOM BepOSITHOCTB MOATBEPKICHIS Ha aMHH-
oLMTax Mo3aulu3Ma, OOHapyKeHHOro B TpogobiacTte, 3a-
BUCUT OT THUIIa XPOMOCOMHOM aHOMAINH (Ta0J1. 2).

CremyeT IOMHUTD, OMHAKO, YTO ITPY BBITTOTHESHUH JTIO-
OBIX MCCIIEIOBAHUI YacTh CJIydaeB MO3aMIIM3Ma MOXKET
OBITH ITPOMYIIEHA WY OITMO0YHO HHTEPIIPETHPOBaHa (Ha-
TpuMep, HU3KOYPOBHEBEIN MO3aWIIN3M).

BepoSTHOCTH MCKITIOUEHUST MO3auII3Ma IPU MeTa-
(bazHOM aHaNM3e ompenensieTcs] YNCIOM TTPOAHATU3UPO-
BaHHBIX KJIETOK (Ta0.1. 3).
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Tabnuua 2

BepoATHOCTb 06HapyXeHUA MO3anL3Ma B aMHUOLMTAX Npu 06HapyKeHn aHOManbHOM KNeTouHoi nuHUM B Tpodobnacre [12]

AHOMaJIMsI B XOPUOHE YacToTa MOATBEPXKIACHUS B aMHUOLMTaX KommeHnTapuu
47, +mar 31,6%
AHEYTIJIOWINS TTO TTOJIOBBIM 26,0% Puck MoHOCcOMMM X BIIIIE IPY aHOMAJTUSIX Pa3BUTHSI, BBISIB-
XpoOMOCOMaM JIEHHBIX ipu Y3 U
Yacreie Tpucomun (13, 20,0%
18, 21)
Tpucomuu 1Mo Ipyrum ayroco- 2,8% Puck MozanimamMa B KJIeTKaxX TuIofa Mpyu Tpucomusix 8, 9, 12,
Mam 15, 20 BbILIEe, YeM rpu TpucoMusix 2, 3, 5,7, 10, 11, 14, 16,
17, 22.
BeposiTHOCTH XpOMOCOMHO# aHOMAaJIMH BblIIiie, eciiu pu Y3U
BBISIBJICHBI aHOMAJIUY Pa3BUTHS TUIO/A.
CTpyKTypHBIE TIEPECTPONKH 9,9%
Tonuronaus 3,3%
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OPTAHU3ALMOHHO-METOAUYECKUE ACIMEKTbI

Tabnuya 3
YpoBeHb (%) Mo3anLsma, KOTOpbI NCKNIOYaeTcA ¢ BepoATHocTblo 0,90, 0,95 n 0,99 B 3aBUCMMOCTI
OT Yncna nccnefoBaHHbIX MeTadasHbIX NNACTUHOK (MpU 06HapyKeHUN B HNX O/UHaKOBOro Kapuotuna) [9].
Yucno JloBepuTENbHBIN UHTEPBAT Yucno [loBepuTeabHbII UHTEPBAI
MeTadasHbIX 0.90 0,95 0.99 MeTada3HbIX 0.90 0.95 0,99
TUTACTUHOK (n) MJIACTUHOK (n)

<4 36 7% 8% 13%
5 38% 37 7% 8% 12%
6 32% 41% 38 6% 8% 12%
7 29% 35% 39 6% 8% 12%
8 26% 32% 46% 40 6% 8% 11%
9 23% 29% 41% 41 6% 8% 11%
10 21% 26% 37% 42 6% 7% 11%
11 19% 24% 35% 43 6% 7% 11%
12 18% 23% 32% 44 6% 7% 10%
13 17% 21% 30% 45 5% 7% 10%
14 16% 20% 29% 46 5% 7% 10%
15 15% 19% 27% 47 5% 7% 10%
16 14% 18% 26% 48 5% 7% 10%
17 13% 17% 24% 49 5% 6% 9%
18 13% 16% 23% 50-55 5% 6% 9%
19 12% 15% 22% 56 5% 6% 8%
20 11% 14% 21% 57-58 4% 6% 8%
21 11% 14% 20% 59-63 4% 5% 8%
22 10% 13% 19% 64-73 4% 5% 7%
23 10% 13% 19% 74 4% 4% 7%
24 10% 12% 18% 75 4% 4% 6%
25 9% 12% 17% 76-89 3% 4% 6%
26 9% 11% 17% 90-98 3% 4% 5%
27 9% 11% 16% 99-112 3% 3% 5%
28 8% 11% 16% 113 3% 3% 4%
29 8% 10% 15% 114-148 2% 3% 4%
30 8% 10% 15% 149-151 2% 2% 4%
31 8% 10% 14% 152-227 2% 2% 3%
32 7% 9% 14% 228-229 2% 2% 2%
33 7% 9% 14% 230-298 1% 2% 2%
34 7% 9% 13% 299-458 1% 1% 2%
35 7% 9% 13% >459 1% 1% 1%

Ilpumenanue. 1151 yrciia NpoaHaJIM3UPOBAHHBIX KJIETOK (N) B COOTBETCTBYIOLIMX CTOJIOLAX YKa3aH HAUMOOJIbLIMIA MTPOLIEHT MO3au1M3Ma, KOTOPbIii
MO3HO UCKITIOUMTh C COOTBETCTBYIOIIEI BepOSITHOCTHIO. Harpumep, eciiu npoaHanin3npoBaHbl 52 KJIETKU, HAMMEHbBILUI YPOBEHb MO3anI[M3Ma, KO-
TOPBI MOXKET ObITh UCKITIOUEH C BEPOSITHOCTBIO 95%, coctaisiet 6%. JIpyrumut cioBamMu, MOCKOJIbKY HAMOOBIIiT YPOBEHb MO3aUIIM3Ma COCTaB-
nsiet 50%, oGHapykeHre OMHAKOBOTO KapuoTuma B 52 KiieTkax ¢ 95% BeposiTHOCTBIO UCKITIOYAeT ypoBeHb Mo3aniuama ot 50% 1o 6%, onHako He
HCKJTIOYaeT ypOBeHb Mo3auiin3Ma 5% u MeHee. YTOObI OMpeeIuTh YUCIIO KIIETOK, HEOOXOMMOE ISl UCKITIOUYEH WS OTIPEIEIEHHOTO YPOBHST MO3aMu-
uu3Ma, Haripumep 10% u Gosbliie, HY>XXHO BHIOpaTh HAMMEHbIIIee 3HaYeHUE N, PU KOTOpoM 3HaueHue 10% mnosiBisieTcst B KojoHkKe. Hammyue mo3a-
nnmsMa 10% u Gosee, HarIpUMeEp, € BEPOSITHOCTHIO 90% MMO3BOJISIET UCKIIIOYNTD aHAIN3 22-X, ¢ BEPOSITHOCTBIO 95% — 29 1 ¢ BeposATHOCTBIO 99% —
44-x meTada3HbIX TJIACTUHOK.
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