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JIsl OLIEHKM KavyecTBa LIMTOT€HETUYECKUX UCCIIeN0-

BaHUI, TTIPOBOAUMBIX B JJabopaTopusx PD, u mo-

HCKa IyTe ero yJIy4ylieHUs: TPOBOIUTCS PETYJIsIp-

asi 9KCIepTHasl olleHKa. M bl IPUBOIUM aHAU3 Pe3yib-

TaTOB 3KCIEPTHOMN OLIEHKU KayeCcTBa IUTOT€HETUYECKUX

uccienoBaHuii B CrucreMe MexaadbopaTOpHbIX CAUYUTEb-
HbIX vcnbiTaHnil «@CBOK» B 2020 1.

MeToabi

B 2020 r., xak u B ipeabIAylIMe roabl [1], akcneprt-
Has olleHKa IMPOBOAMJIACH IO ABYM pasneiaM: «Ormpe-
JIejaeHue KapuoTura (nmpenapatbl JMMGOLUTOB Jlabo-
patopuu)» (pasnen 1) u «OnpeneseHue KapuoTuna
(uudposbie potorpacduu npenapatoB JUM@POLUTOB)»
(pazmen 2).

ITo pazneny 1 1abopatopuu NpeAaCTaBIISLIN 1151 9KCIIEP-
Tu3bl 1o Tpu GTG-0oKpallleHHBIX LIMTOIeHETUIECKUX TTPe-
rmapaTa 1 pe3yJIbTaThl UX UcciiefoBaHus. Il SKCIIepTU3bl
10 3TOMY pa3ziejTy IIperaparhl peIocTaBuiIn 14 jadboparo-
puii. 115 aKcniepTHOM olieHKM 1o pasaeny 2 B 2020 r. na-
OopaTopusiM OBbLITU TTPenIoXeHbl bpoBbIe hoTorpacduun
KapuOTUIIOB JIBYX MAIIMEHTOB C XPOMOCOMHOI TTaTOJIOTH-
eit: manueHT 1 (kapuotui: 46,XX,t(7;10)(p15;q24)) 1 na-
ueHt 2 (kapuotun 45,XY,der(5)t(5;15)(p15.3;q12),-15).
B aTOoM paznene olieHKM ydyacTBoBaJio 54 1abopaTopumu.

Pesynbratbl

Pazoen 1

BoMbIIMHCTBO YYaCTHUKOB MPEICTaBUIO MpenapaThl
XOPOUIETrO U YIOBJIETBOPUTEIBHOIO KauecTBa. DKCIIEPTHU-
3a He ObUIa MPOBEJEHA U3-3a TUIOXOT0 KaYeCTBA BCEX TPEX
npenapaToB B OHOI jaboparopuu. Eme B ogHOI J1abo-
paTopuu MJI0XOro KadyecTBa ObUT oquH mpemnapat. Eie
B OJTHOM CJTyyae OKpacka Ipernapara Oblla yIoBIETBOPU-
TEJIbHOW, HO HE IOCTATOYHOM [IJI51 aHAJIM3a CJI0XKHOMU Iie-
PECTPOIKM, UMEBLIEHCS y MALlUEHTA, U SKCIIEPTU3a He Obl-
Jla IpOBeieHA.

®opMyITbl KapUOTHUTIA OBUTN 3aMMCAHBI B COOTBETCTBUM
¢ ISCN [2]. B nByx J1abopatopusix Npu UCCAETOBAHUU Ka-
pUoTHNA MAMEHTKU ¢ Tofo3peHrueM Ha cunapoM Lllepe-
1eBckoro-TepHepa He ObLT MTPOBEIEH PACIIMPEHHbIN aHA-
ym3. Kak HeTOYHBI ObLT paclieHeH pe3yJibTaT aHAIU3a
KapuoTumna, Koraa B ¢hopmyJsie 6bU1 OTMEYEH JJOMKUI y4a-
ctTok fra(16)(q22), mpu 3TOM B 3aKJIIOYEHUU OH TPaKTO-
BaJICS HE KaK BapUaHT, a KaK cOaIaHCUPOBaHHASI XPOMO-
coMHast aHomanus. OTHO 3aKJIIOUYeHNE MTPU HecOaTaHCU-
POBaHHOU TPAHCIOKALIUU OBLJIO PACLIEHEHO KaK HEMOJIHOE
M3-3a TOTO, YTO ObLT OTMEYEH AMCcOaTaHC TOJBKO MO OMHOM
U3 XPOMOCOM, YYaCTBYIOIIIUX B TIEPECTPOIKeE.

Paszoen 2

ITpu ananu3ze poronzodpakeHuit MeTacba3HbIX I1ACTU-
HOK TialiMeHTa | HerpaBWIbHbBINA TUarHO3 ObLT MOCTaBJIeH
B 6 1aGoparopusix (11%). B onHoii 1abopatopyy KApUOTUIT
ObLT paclieHeH KaK HOpMaJIbHbII, B UETHIPEX MEPecTpoiika
ObL1a paciieHeHa Kak MHBEPCHSI XPOMOCOMBI 7, B OJTHOM 3a-
Mk HOPMYITBI KAPUOTHITA HE COOTBETCTBOBAIA MMEIOIIIeli -
cs riepectpoiike. Bo Becex ciydasix TpaBUIIbHO MTOCTABJIEH -
HOT'O IMarHo3a MPaBUILHBIM ObUIO U 3aKJIIOYCHUE.

ITpu ananuze dorouszodbpaxkeHuii MetadasHbIX TIa-
CTUHOK TTallMeHTa 2 HEMPaBWIbHBIN TUArHO3 ObUT TTOCTaB-
nieH B 11 na6opatopusix (20%). B onHoM ciydae nepectpo-
eHHasl Xxpomocoma Obl1a paciieHeHa kak dic(5;15), B mectu
chyyasx — kak der(5;15), B ueTblpex ciayyasix 3arnuch op-
MYJIbI KAPUOTHUIIA COOTBETCTBOBAJA cOaTaHCUPOBAHHOM
TpaHCJIOKaALIMY MeXIy XxpoMocoMaMu 5 1 15. B HeKoTopbIx
M3 3TUX CJIydaeB, HECMOTPSI Ha OIIMOOYHYIO 3aIiCh (pop-
MYJIbl KApUOTHUIIA, CYITHOCTH XPOMOCOMHOM TIepecTpoii-
KU B 3aKJIIOYEHUU ObLJIa MHTEPIPETUPOBAHA MIPABUIBHO.

B 15 nabopatopusix (28 %) ObLIN DOMyIIEHB HETOYHO-
CTH B 3anucu (hopMyJibl KaproTHUIIa (B OOJBITNHCTBE CITy-
yaeB He ObLIO yKa3zaHO OTCYTCTBHME XPOMOCOMBI 15 miun
3anuch He cooTBeTcTBOBasa TpeboBaHusaM ISCN [2]).
[Tpu nHTEpIIpeTalK pe3yabTaTa UCCIeI0BaHUS Kapruo-
THIA TTAIMEeHTAa 2 CJI0KHOCTU BO3HUKIIM BO MHOTHX JIabo-
patopusix. B 29 na6opartopusix (54%) 3akimoueHune GbLIO
cOpMyIMPOBAHO HE TTOJHO WU HETOYHO (B OOJIbLIMHCTBE
clyyaeB He ObUT YKa3aH IucbajlaHCc, K KOTOPOMY TpUBe-
Jla IlepecTpoiika Win yKa3aH He MOoJHOCThIo). B 7 nabopa-
topusix (13%) 3akimoueHnst ObUTA TTPU3HAHBI HEPABWIIb-
HBIMM, OHU HE OTpaXkaJii CyIEeCTBa MePeCTPONKU, ObUTH
HETIOHSITHBIMU WJIW IBYCMBICIIEHHBIMU.

3aknueHue

Pe3ynbraTel 5KCMEpTHON OLIEHKM LIMTOT€HETUYECKUX
HCCJIeIOBaHM J1abopaTOpHil, y4aCTBOBABIIIMX B CUCTEME
BHEIIIHE OIIEHKU KavyecTBa IMPUTOTOBJICHUS MperapaToB
u ux aHanu3za B 2020 r. mokazaju, 4To OOJbIIMHCTBO y4acT-
HUKOB ITPOBOMSIT UCCJIEIOBaHUS Ha Iperaparax Xxopoiie-
IO U YIOBJIETBOPUTEILHOTO Ka4eCTBa, CTaBST IPAaBUJIbHbIC
JIMarHO3bI U MPaBWJILHO (GOPMYJIMPYIOT 3aKitoueHus. He-
MpaBUJIbHBIC PE3YJIbTaThl, TIOJYYeHHBIC TIPY aHATIU3E CITy-
yas cbalaHCUPOBAHHOM TpaHCAOKaUMK (TalueHT 1) cBU-
NeTeJIbCTBYIOT O HEJOCTaTOYHOU TIATEJIbHOCTU MpPOBe-
JIEHMSI IIMTOTEHETUYEeCKOro uccienoBanus. [1pu ananmusze
peIKoro ciayyass HecOaJaHCUPOBAHHOM TPaHCIOKAIIUU
(rmanyeHT 2) HenpaBUJIbHbIE PE3YJIbTaThl CBSI3aHBI C I10-
CIIEIITHOCTBIO B OLIEHKE HaliIeHHOM MepecTpOiKu, HeXe-
JIaHWEeM WJIM HEYyMEeHUEM 00paTUThes K MexXayHapoaHOI
crcreMe LUToreHoMHo# HoMeHKIaTyphl (ISCN 2016) [2]
U coracoBath (opMyIIbl ¢ ee TpeboBaHUsIMU. OCHOBHOM
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KPATKWE COOBLLEHNA

HpH‘{I/IHOﬁ IIpU3HaHUA 3aKJIIOUYCHUIN HECIIpaBUJIbHbIMU NN
HETOYHBIMU OBbLIO HECOOTBETCTBUE UX PekoMeHmauusm

110

KauyecTBY LIMTOTEHETUUECKUX UCCAeA0BaHui [3].
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