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B paboTe npencTaBfieHbl pesynbTaTthl 3KCNEPTHOW OLLEHKM KayecTBa NPUroTOBNEHNS LMTOrEHETUYECKMX NPernapaToB U XPOMO-
COMHOro aHanm3a B nabopatopusix P® no pasgenam «OnpeaeneHve kapuotuna (npenapatsl AMMoLMToB nabopatopum)» n «Onpe-
neneHvie kapuotuna (umdbposblie GoTorpadun npenapatoB NUMOOLMTOR)» B CucTemMe Mex1abopaTopHbIX CIMYMUTESbHBIX UCTbITa-
Hun «®CBOK» B 2017 1. MprBeaeH aHanu3 Hambonee YacTbiX NPUYMH HEYL0BETBOPUTESbHBIX PE3YLTATOB 3KCMEPTU3HI.

KntoyeBble C10Ba: BHELIHWI KOHTPOJIb KAYECTBA, LMTOrEHETUYECKNE NCCEeO0BaHNS.

ABTOpbI AEKNAPUPYIOT OTCYTCTBME KOHDIMKTA NHTEPECOB.

Results of quality assessment for cytogenetic investigations
in the system of interlaboratory comparative examinations «<FSEQA» in 2017
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We report on results of quality for preparation of cytogenetic slides and chromosomal analysis in the laboratories of RF in the sys-
tem of the interlaboratory comparative examinations «FSEQA» in 2017. Common causes of poor results of the are discussed.
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Baenenne

LlutoreHeTnueckue WMCCIENOBAHUSI TPOYHO BOILIN
B MPAKTUKY MEAUKO-TEHETUYECKOTO KOHCYJIbTUPOBAHUS
P® u, HecMOTpsl Ha aKTUBHOE BHEIPEHME MOJEKYJsIp-
HO-TEHETUYECKMX TEXHOJOTHUM, MO-TIPeXKHEMY 3aHMMAIOT
Beayllee MECTO B IMarHOCTUKE XPOMOCOMHBIX 3a0oJieBa-
HUIii. Pe3ynbTaT IMTOreHETUYECKOTO UCCIIEI0OBAHUS U €TO
NMpaBWiIbHAas WHTEPIpeTaluss MOTYT, KaK W pPe3yJbTaThl
IPYTUX TEHETUYECKUX TEeCTOB, OKa3aTh CYIIECTBEHHOE
BJIMSIHME HE TOJILKO Ha BeJeHME IMalMeHTa, HO U Ha TpU-
HSITME CEeMbeil XM3HEHHO BaXXHbIX pelleHuii. [TosaTomy
3HAYEHME KauyeCTBEHHOTO BBIMTOJHEHMS] LIMTOTeHETHYE-
CKOTO MCCJIEIOBAaHMSI TPYAHO IepeoleHuThb. g Toro,
YTOOBI pe3yJbTaT MCCIIENOBAHUSI MOT aeKBaTHO UCIMOJIb-
30BaThCsl B MEAUKO-TEHETUYECKOM KOHCYJIbTUPOBAHUM,
Heo0X0AMMO COOJII0eHUE TPeX YCAOBUIA: IPaBUIbLHOE BU-
3yaJibHOE OTpeeieHne XPOMOCOMHOM TTepecTpOKy (VIIn
€e OTCYTCTBUSI), MpaBUJIbHAs 3aMMCh (OPMYJIbl KAPUOTH-

ma (B COOTBETCTBUM C JIEHCTBYOIIEH Bepcueit MexmyHa-
POIHOI CHCTEeMBbI IUTOT€HOMHON HOMeHKIaTyphl (An In-
ternational System for Human Cytogenomic Nomenclatu-
re — ISCN 2016)) [1], mpaBunbHast (opMyIUpoOBKa 3a-
KJII0YeHHUsI — CJIIOBECHOTO OOBSCHEHMSI XapaKTepa BbISIB-
JIEHHO TIepecTPOKM U ee KIMHUYEeCcKoro 3HayeHus. He-
cobuoieHe J1000ro M3 3TUX YCJIOBUIA JeJaeT MpoBee-
HUE LUTOTeHETUYEeCKOro MCCIeNOBaHUSI OeCCMbICIEH-
HBIM, a pe3yJIbTaT ero — BBOASIINM Bpada-KOHCYJIbTaHTa
B 3a0ayxneHue. OMHUM U3 MEXaHW3MOB KOHTPOJS U TO0-
BBILIEHMS] KavyecTBa IIMTOTEHETHMYECKUX HCCIeI0BaHMit
SBJISIETCSl cucTeMa BHellHed oueHku kayectBa (BOK),
KoTopylo B Halueit ctpaHe ¢ 2004 r. ocymectBiusier Cucre-
Ma  MeXJIabopaTOPHBIX  CIAWYUTENbHBIX  MCIBITAHUI
«®CBOK». B manHoit paboTe MBI TIPEICTABISIEM PE3YJib-
TaThl SKCMEPTHON OLEHKU KayecTBa MPUTOTOBJIEHUS 1IU-
TOTeHETUYEeCKHMX IPEernapaToB ¥ XpOMOCOMHOTO aHaiu3a
B 1abopartopusix P® B 2017 r.
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MaTepna.m,l H METOIbI

B 2017 r. askcnepTHasl oLeHKa MPOBOAMJIACH MO IBYM
paznenaM: «OmpeneneHue KapuoTuma (Ipernaparbl JuM¢po-
uuToB saboparopun)» (Pasznen 1) u «OnpeneneHue Kapuo-
tuna (uudpoBble GoTorpacduu mpenapaToB JUMGOLUTOB)»
(Paznmen 2). Mo Pazneny 1 naboparopuu npenctaBuiv st
akcneptusbl Mo 3 GTG-okpallleHHBIX HUTOTeHETUUECKUX
npenapaTa, TIPUTOTOBJICHHBIX B JJaOOpAaTOPUU, U Pe3yJbTaT
HCCIe0BaHUS OTUX MPEnapaToB B Buae HOpMYJibl KAPUOTH-
Ma ¥ 3aKJTI0YeHUsI. DKCIepThl OLEHWBATM KauyeCTBO MPUTO-
TOBJIEHHUS TIPEMApaToB IO CIEAYIOLINM IMO3ULIMSAM: KOJTue-
CTBO MeTa(a3HbIX IJIACTUHOK, pa3dpoc XpOMOCOM, KayecT-
BO OKPAacKH, a TakXe MPaBUJIBHOCTb pe3yJibTaTa NcciaeaoBa-
Hus (hbopMyJIbl KaproTUIia) U GOpMyIMPOBKH 3aKTIOUEHMSI.
I1o Pa3meny 2 naGopaTtopuu IpOBOAMIIM aHAIN3 KapUOTHUIIA
JIBYX MAallMEHTOB MO MPEeNoCcTaBIeHHBIM (hOTOM300paKeHNU-
aM 11 meTada3HBIX IUIACTUHOK [JIST KaXIoro ciaydas. B atom
paszese MPOBOAMJIACH IKCIEPTU3a TOJBKO MPaBUJIbHOCTU
pesysibTaTa McciienoBaHus (MPaBWIIbHBIN, HETIOJTHBIM/He-
TOUHBIN, HEMPAaBUJIbHBIN) W (HOPMYIUPOBKH 3aKITIOUCHUS
(MpaBUIbHAS, HETIOTHAs/HETOUHAsI, HETTPaBUIIbHAS).

PesyabraThl u 00cyxkneHune

Ilnst obecrieyeHUs] KayecTBa LIMTOIEHETUYECKUX MCCIIe-
JOBaHWI1 CYIIECTBYIOT MpaBUjIa MX MPOBENEHUsI, OTPaKeH-
Hble, Harpumep, B pekoMeHaalusx Eponeiickoii [luTore-
Hetnueckoii Accounanuu (European Cytogenetics Associa-
tion) [2, 3] u MeTOomMYECKUX PEKOMEHIALMSIX, UCITOJIb3Ye-

MBIX TIpU CHelUaJn3alui Bpaueli-1a00paTOPHBIX TeHETHU-
KOB (LIMUTOreHeTHKoB). Tak, AJs1 3aKJIIOUEHUSI O KapuoTuIIe
MalyeHTa HeodX0AUMO UCCAeTOBAHUE TOCTATOYHOTO KOJIU-
yecTBa MeTaasHbIX MIACTUHOK € KaYeCTBOM OKpalllMBaHUS
He Hmke 400—550 cermMeHTOB (B 3aBUCMMOCTH OT TOKa3a-
HMil g uccnenaoBaHus). Popmyna KapuoTHNa J0JKHA
OBITH 3alrcaHa B COOTBETCTBUM C JEMCTBYIOLLIEH Bepcueit
ISCN. 3aximioueHne TOXe COCTaBISIOT II0 OIpeaeIeHHBIM
MpaBWJiaM: B HEM JIOJKHO OBITh OTPaXkeHO, SIBJISIETCS JIM Ka-
PUOTUI HOPMAJIbHBIM WJIM aHOMAaJbHBIM; €CJU BbISIBJIEHA
aHOMaJIusl, SIBJISIETCS JIM OHAa COATaHCUPOBAHHOM WU HET;
eCJIM BBISIBJIeHa HecOaJlaHCMPOBaHHasI TMepecTpoiika, HeoO-
XOIMMO YKa3aTh XapakTep aucbaiaHca U KIMHUYECKUE MPOo-
SIBJIEHMSI, C KOTOPBIMU MOXKET ObITh CBSI3aH JaHHbIN Aucha-
naHc. Mcxons u3 JaHHBIX peKOMEHAALMi, Mbl TIPOBOIWIN
9KCTEPTHYIO OLIEHKY Pe3yJbTaTOB MCCICIOBAHMIA, TIOTyUeH-
HBIX B JJAOOpaTOpUSIX.

B 2017 r. B Paznene 1 yuacTBoBaio 16 mabopatopuii, ajist
9KCMEePTU3bl ObUIO MpuUcaaHo 47 mpenaparoB (Mo 3 OT Kaxk-
noii TabopaTopuu, oaHa J1abopaTopus IpUciaja 2 Ipernapa-
ta). Paznen «Onpenenenue kapuorumna (rpemnaparsl JMMEpO-
LIUTOB JTabopaTopumn)» MUMEET OIpeeIeHHbIe OrpaHUYeHUS
JUTs 1abopaTopuil, TaK KakK 9KCIepTr3a MpaBUIbHOCTYU aUa-
rHO3a MPOBOANTCST OKCTIEPTaAMU 10 AMHCTBEHHOMY CTEKITY
U JOJDKHA OBITh OXapaKTepu3oBaHa 0e3 MOTOTHUTETbHBIX
ucciaenoBanuii. [1pu 3ToM KiIroueBYy0 poJib B OLIEHKE UTpaeT
KayecTBO OKpalllMBaHUs Mperapara.

Pacnipenenenue konuyecTna jabopaTopuii B 3aBUCUMO-
CTH OT KayecTBa INMPUTOTOBJIEHMSI TIPErapaToB W KadyecTBa
aHajmM3a KapuoTUIIa IPeaCcTaBIeHo B Ta0m. 1 u 2.

Tabnmua 1

PacnpepeneHve na6opaTopuit B 3aBMCUMOCTU OT KayecTBa NPUroTOBJIEHMS Nnpenaparos

KayecTtBo npenapatoB KonunuyectBo nabopatopuii No nNo3vumsm
Konnyectso Pazbpoc xpomocom KayecTBO oKpacku
MUTOTUYECKNX MIACTUHOK
Xopouwee 3 npenapaTtoB 7 9 3
Xopoullee/ynoBneTsoputenbHoe 3 npenapaToB 5 5 8
Mnoxoe 1 npenapaTta 3 P 2
Mnoxoe 2 npenapaToB 1 — 2
lMnoxoe 3 npenapartoB — - 1
Bcero nabopatopuii 16 16 16
Tabmua 2
PacnpeneneHne nabopatopuini B 3aBMCMMOCTU OT Ka4yeCcTBa aHanu3a npenapaTos
KayecTBo aHanmaa KonunyecTtso
nabopatopuii

[MpaBusbHbIV AVarHO3 1 3aKtoyYeHne no 3 npenaparam 8
HenpaBunbHbIN AnarHos, nin 3akiodeHve no 1 npenapaty, unm 1 npenapaTt HENPUroaeH 419 UCCNeaoBaHns 3
HenpaBunbHbIN/HETOYHBIV AMarHo3, Uiv 3akiodeHne No 2 npenaparam, Wim 2 npenapara HenpuroaHb! s CCneaoBaHns 4
HenpaBunbHbI/HETOUHbIN AVArHO3, W 3aKioHeHre No 3 npenapartam, wn 3 npenapara HenpurogHbl 419 UCCNeaoBaHvs 1
Bcero nabopatopuii 16
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OCHOBHOI TTPUYMHOI HEYIOBIETBOPUTEIIBHBIX PE3YJIib-
TAaTOB BDKCIMEPTU3bl MpenaparoB ObLIO HU3KOE KayecTBO
okpaimBaHus. Tak, HEAOCTaTOYHOE KOJIMYECTBO MeTadas-
HBIX TUTACTUHOK OTMeueHO TobKo B 10%, B TO Bpems Kak
moxoe kKayectBo GTG-okpacku WM ee OTCYTCTBUE —
MOYTH B YETBEPTHU MpernapaTtoB. B HEKOTOPBIX cyyasix mio-
Xasi OKpacka coyerajach ¢ HeJOCTATOYHBIM KOJUYECTBOM
MHTOTUYECKUX TUTACTUHOK WJIW U3UIITHEN CIIMpanu3anueit
XpOMOCOM, HO B JPYTMX ClydasiX cO3[1aBajoch BIieyatse-
HME, UTO MPOCTOE YBEJWYEHUE OKCIMO3ULIMU TPUIICUHA
MOTJIO OBl TOMOYB MOJYYUTh OKPACKY BBICOKOTO KauecTBa.
Btopoii 1o 3HAUMMOCTU MPUINHON HEYTOBIECTBOPUTETb-
HBIX pe3yJbTaTOB 3KCIEPTU3bI CJIeAyeT MPU3HATh HEBHM-
MaTeJIbHOCTb U HEOPEXXHOCTh MPU 0TOOpE Mpenaparos, 3a-
nucu GHopMyJibl KapuoTHIa W HalMCAaHUM 3aKITIOUYEeHMS.
B HeckoNbKUX ciyyasx Uil 9KCIEPTHOW OLEHKU OBbLIU
MPUCIIaHbl TIPEIMETHBIC CTEKJa, Ha KOTOPBIX BOOOIIE HE
Ob110 MeTada3HbIX TUIACTUHOK, WJIM OTMEYaloCh HECOOT-
BETCTBME TM0JIa MAlMEHTa MO HaMNpaBIeHUIO U Tpernapary.
Takue HapylieHUs He CBSI3aHbI C HEIOCTATOYHON KBaIu-
¢ukalmein crielaaucTa, HoO Ha TMpakTUKe Moao0Hast He-
BHUMATEJIbHOCTb MOXET MPUBECTU K OLIMOOUYHBIM PE3YJib-
TataM. ToJIbKO B IOJIOBUHE J1abOpaTOpUil, y4aCTBOBABIINX
B paszelie, IMarHo3bl M 3aKJII0UeHUs] ObUTM MPaBUILHBIMU
1O BCEM TPEM Ipernaparam.

PaccmoTpuM npumepbl HEYIOBIETBOPUTENILHBIX PE3YIlb-
TaToB.

B ogHoM ciyuae muarHo3 ObLT paclieHEeH KaK OIIMOO04-
HbII1 M3-3a HETIPaBWJIBHOTO HaNMcaHusl GOpMyJIbl KapuOTHU-
Mna npu TpaHCJIOKalMOHHOU dopMme c. [dayHa:

[Tlayuenm: manvuux 12 cymok. JJuaenos: c. layna. Kapuo-
mun: 46,XY,1(14;21)(q12,q12) 3axaiouenue: B kapuomune
mpu konuu xpomocomvt 21. TpancaokayuouHwill éapuanm c.
Jayna. Koucyasvsmayus eenemuka. @opmysia COOTBETCTBYET
cbaaHCUPOBAHHOM TpPaHCIOKAIMM MEXIY XPOMOCOMaMu
14 u 21. HeBHuMaTenbHOCTL? MeXIy TeM, BepOSTHO, TaH-
HbII1 pe3y/ibTaT ObUI BbIIaH MallMEeHTY.

B Heckonbkux ciaydasix ObUIM OTMEYEHBI OLIMOKHU B 3a-
KJTIOYESHUSIX:

llayuenm: desywxa 15 nem. Jluaenos: amenopes I. Kapuo-
mun: 46,XY,9h,21pps+. 3axarwuenue: Hecoomeemcmeue no-

aa. Kapuomun coomeemcmeyem myxwcckomy. Ioaumopghuzm
Xpomocombvl 9, 10KaAAU3AYUS 2eMEPOXPOMAMUHOBO20 Ce2MeHma
6 KOpomKom nieue.

Bpsin i manpeHTKe ¢ MHBEpCHei 1MoJia CTOMJIO YKa3bl-
BaTh B popMyJie KapruOTUTIA BAPUAHTBI PACIIONIOXEHMS TeTe-
pPOXpOMaTHHA M CITYTHUYHBIX HUTEH, HO €CJTM YK OHU yKa3a-
HbI, B 3aKJIOYEHUU JOJKHO OBITh paciin@poBaHO 3HAUEHUE
BCEX OTMEUYEHHBIX BApUAHTOB.

Tayuenm: ncenwuna 26 nem. Juaenos: npusviunoe Hegoi-
Hawueanue depemennocmu. Kapuomun: 46,XY,inv(9)(p11q13).
Sakaruenue: [lepuyenmpuueckas uneepcus 6 9 xpomocome,
npu KOmopou mouKamu paspvleéa U 60cCOeOUHeHUs. A6AAI0MCs
91l u9ql3.

B 3akitoueHUM OTCYTCTBYET HamOoJiee BaxkHast MHGOP-
Malusi — SBISIETCS JTU KapMOTUIT HOPMaJbHBIM MJIM aHO-
MaJIbHBIM, TAKUM 00pa3oM, pelieHre 3TOro BOMpoca mepe-
KJIaJIbIBAeTCSl HA Bpaya-KOHCYJIbTaHTA.

Tlayuenm: myncuuna 32 nem. Ilokazanus ois uccaedosa-
nus: Ilnanuposanue OGepemennocmu 6 cemve. Kapuomun:
46,XY,inv(1)(p22,932) 17ps. 3axnaiouenue: [lepuyenmpuueckas
uneepcus Xxpomocomvl 1. Cnymuuku Ha KOPOMKOM nieve Xpo-
mocomst 17 (noaumoppusm).

®opMyna KapuoTUIa 3alucaHa He BIOJHE KOPPEKTHO
— TOYKM Pa3pbIBOB B JaHHOM CJyyae He CJIefyeT pa3ieisTh,
TaK KaK OHU OTHOCSATCSI K OTHOIM XpoMocoMe, a «17ps», Hao-
6OpoT, cIeayeT OTACIUTh 3HAKOM «,» 3TOT (heHOMEH JIydile
onuckiBath Kak fra(17)(p12). 3akimouyeHre MOXET ObITh UC-
TOJIKOBAaHO HEMpPaBWJIbHO: HE YKa3aHO, YTO BBISIBJIEHA XPO-
MOCOMHasi aHOMaJIisI — TIepULIEHTPpUYEeCKasT MHBEPCHS XPO-
MOCOMBI 1. YkazaHue «moJuMopdu3M» B KOHIIE 3aKTI0ue-
HMSI MOXKET ObITh OTHECEHO KO Bceii hopmysie. 3akioueHue
OBIIO pacleHeHO KaK HemlpaBUIbHOE.

B 1nienom, Hanbosee yacTbIM HETOCTAaTKOM 3aKIIOUEHUI
OBIIO OTCYTCTBUE yKa3aHWIA, SBISETCS U KapUOTUIT HOP-
MaJbHBIM WJIM aHOMAJbHBIM W SIBJISIETCS JIM TIepecTpoiika
cbaslaHcupoBaHHOM WM HeT. MHorma 3akimtoyeHue ObLIO
CJIMIIIKOM JJAKOHUYHBIM MJIM CJIMIIKOM PAacIpoCTpaHEHHBIM
U B HEM TepSUICS CMBICTT BBISIBJICHHOM TIEPECTPONKH.

B Paznene 2 yuactBoBaso 47 nabopatopuii. 7151 aHanm3a
OBLTM TIPECTaBIeHBI M300pakeHUsT MeTadasHbIX TIaCTH-
HOK JIBYX MallMEHTOB.

PacnpepeneHue pe3ynbTaToB 3KCNepTusbl aHannsa ¢otonsobpaxkeHnin metagpasHbix nnaCTVlHOKTa6ﬂM”a ’
dopmyna kapmoTtuna MaumeHT 1 MauneHT 2
MpasunbHas 45 30
HenonHas/HeTo4YHaa 2 2
HenpasunbHasa — 15
dopmynmpoBka 3akloHeHnst
[MpaBunbHas 46 28
Henonnasi/HeTo4Has — 3
HenpaBunbHas 1 16
Bcero nabopatopuii 47 47
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MN306paxeHns xpomocoMm 11 1 21 MaumeHTa 2.

IManuent 1: Kenwurna 30 sem

Juaenos: 2 3amepuine 6epemeHHOCmU

Kapuomun: 46,XX,1(4;21)(q27,q21)

Saxniouenue: XpomocoMHas aHoMArUs — COANAHCUPOBAH -
Has mpancaokauus mexcoy xpomocomamu 4 u 21

TMauueHnt 2: Myxcuuna 33 aem

Auaenos: Xpomocomnas anomanus y pebenka

Kapuomun: 46,XY,ins(21;11)(q22.1,q22.2q14.1)

Saknouenue: Xpomocomnas anomaius — uHcepyus 4acmu
OnuHHO20 naeua xpomocomyl 11 6 daunnoe naeuo xpomocomol 21
(pucyHOK)

OrnpenesieHue KapuoTHIa 1Mo U300pakeHUsIM MeTadas-
HBIX TUTACTUHOK TakKXXe WMeeT OTpaHWuYeHHs, CBSI3aHHBbIE
C OMNpe/IeJIEHHbIM KOJUYECTBOM MeTa(azHbIX MJIACTUHOK U
3aBUCHMOCTBIO KauyecTBa M300pakeHUI OT BO3MOXHOCTEN
MPOrpaMMbl, UCITOJb3YEMON ISl UX aHAIM3a.

PacripeneneHye pe3ynbTaToB 3KCIEpTU3bl aHaiu3a (ho-
TOU300pakeHUit MeTadazHbIX TUIACTUHOK MPEICTaBIEHO
B Taobu. 3.

PesynbraThl mabopaTopuili 3HAUMTEIBHO Pa3IMYyallnCh
no [lamumenTtam 1 u 2. Ilo [MaumeHTty 1 auarHo3bl ObLIU
BepHbIMU. bblIM OTMeueHbl HeOOJbUIME MOrPELIHOCTH
B HamucaHuu bopmyb KapuoTuma:
46,XX,1(4;,21)(q31.q22) n 46,XX,1(4,21),(q31;922), KoTO-
pble MOTYT ObITh CBSI3aHbl C HEBHUMATEJIbHOCTBIO K Mpa-
BwiaMm ISCN. OnHo 3akjouyeHue ObIJIO MPU3HAHO OIIU-
00YHBIM: <«XKenckuii kapuomun co c6araHCUPOBAHHOLL
mpaucaokayueti mexcdy xpomocomamu 4 u 7». IlpuunHoit
Takoi olKMOKU MOrja ObITh TOJbKO HEBHUMATEJIbHOCTD.
B HEKOTOPBIX cllydasix B 3aKJIIOYEHUSIX HE ObUIO yKa3aHUs
Ha cOaJaHCUPOBAHHBIN XapakTep MNepPecTPONKH.

Ilo ITamuenty 2 pe3yabTaThl OBLIM 3HAYUTEIBHO XYXKe
— 15 naGopaTopuii He CMOTIJIM MPABUIBLHO MHTEPIIPETUPO-
BaTb XPOMOCOMHYIO TMepecTpoiiky. MHcepuus spiasieTcs
penkoii (opMoOil XpOMOCOMHOM IMepecTpOiKu, BO3MOXKHO,
MO3TOMY B OOJILIITMHCTBE HETIPABUIIBHBIX OTBETOB OHA ObI-
Jla pacleHeHa KaK TpaHCJIOKalus —  KapUuOTHITL:
46,XY,1(11;21)(q21;9q22.1). 3anono3puTh WHCEPLMIO OBLIO
JIETKO TIpU OMNpeaeJieHUU TOYeK pPa3pblBOB — KayeCTBO
M300paXeHMl TMO3BOJISIIIO C/IeaTh BBHIBOI O COXPAHHOCTHU
TepMMHAJIbHBIX CErMeHTOB XpoMocoM 11 u 21. [1puunHamu

TaKo¥ OIIMOKK CTaIM HeTOCTaTOYHAs KBATU(UKALINS CIie-
LMaaMcTa U HeOpeXXHOCTh B MPOBEACHUHU aHalu3a — COIMo-
CTaBJIEHUU CETMEHTOB XpOMOCOM «OeH[ 3a 6eHaom». To ke
MOXHO CKa3aTh M O CJIydyasx, KOraa UTOTeHETUK He obpa-
TUJ BHMMaHUS Ha W3MEHEHUs XpOMOcOoMbI 21 M mepe-
cTpolika Obula paclieHeHa Kak MHBEPCUS WJIM MHTEPCTULIU -
anbHas aenenuys xpoMocomsl 11 (3 naboparopun). B Heko-
TOPBIX CIIyYasX XapaKTep TPAHCIOKAIIMU BBI3bIBAJ COMHE-
HUS B J1abOpaTopuu, HO 3anucaHHasi Gopmysia He COOTBET-
cteoBaia ISCN M He wuMena cMbicia, Hampumep:
46,XY,1(11;21)(q21q23,q11.1q11.2). 3akniouenue: Peyun-
POKHAS MPAHCAOKAYUSL 8 08YX UHMEPCMULUANLHBIX CeeMeH-
max xpomocom 11 u 22. B nByx ciydasix (popmysia KapuoTu-
rna ObUla 3amucaHa BEepHO, ONHAKO 3aKJIIOYeHUsT — He
BIioJHe KoppekTHo. Hampumep: «[llamoaoeuueckuii mymic-
CKOU Kapuomun ¢ HOCUMeAbCMEoM HePeyUnpoOKHOU MpanHcio-
Kauuu (uHcepyuu) 6 OAuHHOe nae4o xpomocomol 21 mamepua-
Aa OAuHHO20 naeua xpomocomsl I1». HecMoTpsi Ha mpo-
CTPaHHOCTb 3aKJIIOUEHMSI, B HEM HET yKa3aHWii, 4To repe-
cTpoiika cOajaHCHpOBaHHAsI; CyIs MO 3aKIIOYEHUIO, OHa
ckopee HecbanaHcupoBaHHas. B 3akmouenuun «Coaraucu-
POBAHHAS HEPeUUNPOKHAS MPAHCAOKAUUS MeNcdy XPOMOCO-
mamu 11 u 21» ectb yKazaHue Ha cOalaHCUPOBAHHBII Xa-
pakTep MepecTpoiikK, HO HET yKa3aHHs, Kakast XpOMOCOMa
SIBJISIETCSI TOHOPOM, a KakKasi pelUIIMeHTOM. A B 3aKJII04e-
Huu «Kapuomun aromanwvuwiii mydxscckou. HMucepyus gpae-
MeHma yvyacmka 0AUHHO20 naeya xpomocomvl 21 6 daunnoe
naexo xpomocomo! 11» He TOJTBKO HET yKa3aHUs Ha cOaslaH-
CUPOBAaHHOCTb MEPECTPONKU, HO U OMpeneIeHue XpoMo-
COM Kak JIOHOpa U PEeLUNUEeHTa HE COOTBETCTBYET LIUTOTE-
HETUYeCKOU KapTuHe U GopMmysie KapuoTuia. JIBoiCTBEeH-
HBII XapakTep HOCHUT CIIeAyIollee 3aKioueHue: «7pancio-
Kauus xpomocom 4 u 21. Hucepyus ywacmka oaunHoeo nieva
xpomocombl 11 Ha daunnoe naevo xpomocomot 21».

OpHa u3 pekomenmauuii E.C.A. 1151 yaydieHsI KauecT-
Ba IIUTOTeHETUUECKUX UCCIIENOBAHUI — TpeOoBaHUeE, YTOOBI
KaXAbIA cayyail aHaJIM3UPOBAICS IBYMs CHEUATUCTAMMU.
DTO MpaBWIO PEAKO COOIIONACTCSI B HALIMX J1abOpaTOpUSIX.
Tem He MeHee OYEBMOHO, YTO €ro COOJIOAEHHE CIIOCOOHO
CBECTH K MUHMMYMY KOJMYECTBO OINMOOYHBIX TUATHO30B,
B OCOOCHHOCTH OLIMOOK, AOMYLIEHHBIX IO HEBHUMATEJIBHO-
cTU ¥ HeOpexxHocTu. OOMIHO pacLieHUMBATh Pe3yjIbTaT Kak
HeTpaBWIbHBIN, €CJIM, HATIPUMEP, BMECTO TUIeYa «p» yKasza-
HO TIJIEUO «(» WM BMECTO XpOMOCOMBI 11 yKazaHa XpoMoco-
Ma 4, HO 6ea B TOM, UTO MOA0OHBIC OIIMOKM MOTYT Cllyda-
ThCSI M Ha TIPAKTHKE.

3akouenue

IIpoBeneHHbI aHaAIU3 SKCIEPTHOM OLIEHKU KauyecTBa
LIUTOTEHETUYECKNX MCCIeNOBaHM 10 pasaenam | u 2 mo-
3BOJISIET C/IEeJIaTh BBIBOJL O TOM, UTO 3HAYMTEJIbHAS YacTh Jia-
O6oparopuii, yuactBoBaBiux B BOK, paboraer ¢ npemnapara-
MM XOPOIIETO KauyecTBa ¥ MPaBUJIbHO CTABUT IIUTOT€HETHYE-
cKuit muarHo3. Bmecte ¢ TeM, ObUTH BBISIBJIEHBI M CEPhE3HBIE
HeJaocTaTKu: 5 u3 16 nmaboparopuii, yyacTBoBaBiIKuX B Pa3-
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nene 1, MCIOIb30BaJIM [Tl aHaIU3a XOTs Obl OIMH Mpenapar
C OTCYTCTBHEM WJIM TUIOXUM KauyecTBOM G-OKpacku, a B TO-
JIOBMHE JlabopaTopuii, y4aCTBOBaBIIMX B pasjieiie 2, He
CMOTIJI TIPABUJIbHO MHTEPIPETUPOBATh BBISIBICHHYIO XPO-
MOCOMHYIO TIepecTpoiiKy. OCHOBHBIMU NMPUYMHAMU HEYIOB-
JIETBOPUTENIBHBIX PE3YJIbTATOB OBbLIM HU3KOE KavyeCTBO
GTG-okpallMBaHus XpOMOCOM, a TakKXe HeBHMMATeNlb-
HOCTb M HEOPEXXKHOCTh CIELUATIUCTOB MPU 3aIMUCU (POPMYIIbI
KapuoTumna M 3aKjIouyeHus. YyacTtue JadopaTopun B CUCTe-
Me BOK 1o3BosisieT BbISIBUTb UMEIOIHMECS] HENOCTATKU B pa-
00TE 1 MOXET CYIIIECTBEHHO [TOMOYb B YJIy4YIIIEHUN Ka4yecTBa
LIUTOTE€HETUYECKUX UCCIICAOBAHUIA.
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