IqaueHue obecneyeHus KauecTea U3MmepeHuin ceo6oaHoOM B-CybbeAnHULbI
XOPMOHMYECKOro ropMoHa uenoseka (B-Xr'4) u ceasaxHoro c bepeMeHHOCTbIO
nnasmeHHoro npoteuHa A (PAPP-A) B TOYHOCTH HUOXUMMUYECKOTO CKPMHUHTA

I rpumecTpa 6epeMeHHOCTH
ra6puena lpioHoy, fepmaHua

TpeHaTaNnbHbIN CKPUHMHT IO BHABEHWUIO PUCKA PA3BUTUA BPOXK-
NeHHBX OPOKOB IOAAAONNEH COOTBETCTBOBATE CaMBIM BHICO-
KUM TpebOBAHMAM MEANIMHCKO 3STUKW U TPOBOAUTLCA B COOTBE-
TETBMM CO CTAHAAPTAMM, MPUHATHWU BEAVIIUMH MEAULUMHCKMMM
acconManmamMu Mupa. B HacTosamee speMA B 60NLIWIMHCTEE CTPAH
HabN0AAeTCA OTYSTAMBAA TEHAEHUUMA NMEPeXoia OT CKPUHWHIA
IT TPpUMECTPA K CKPUHMHTY I TpumecTpa, a B PAe CTPaH 3TOT
repexoj e npakTudecku sasepuiex (Benmrobpurarma, Aanus,
T'epmanua, [penun).

Pacyer pMcKa XPOMOCOMHBIX aHOManuW MOAA NMPOBOAMTCA C
yYeTOM BO3PACTa, HEKOTOPHX aHAMHECTMYEeCKNX AAHHBIX fepe-
MEHHOI MEeHIMHB, Pe3yNsTaToB YIbLTPasByKoBOro obcnenosa-
HUA (TONWMHA BOPOTHWKOBOTO MPOCTPAHCTEA (TBII), xom4mKo-
remennoit pasmep (KTP) w HexoTopHe ApyrMe MapaMerp), W
ypoeHA B-xr4 v PAPP-A B KPOBM MEHIUHEL.

PacuyeT MHAMBMAYANLHOrO PUCKA BPOXJEHHHX aHOManun Moja
JOMKeH GHTL MAKCUMANBHO AOCTOBEPHBIM M TOMHBIM U Tpebyer,
HAPAAY € OTAMMHLIMW KIMHWIECKUMW 3HAHWAMM M OTPOMHbIM
OTTBITOM TOYHOTO M3MEpPeHWA YALTPa3BYKOBLIX MapaMeTpoB, MC-
[ONb30BAHMA BHICOKOKAYECTBEHHOW NabopaTopHON aHANUTUKM.
Panee 3TOT acmeKT yacTo Hepoouedusanu. HeobxoammocTs Ha-
NMYMA YABTPa3BYKOBLIX anmapaTos C BHICOKUM KavyecTBOM pas-
pemeHua AnA obecrnedenua BEPHOTO U3MEPEHUA TBII w KTP npwu
cpoxe 6epemerrocTu 0T 11 HeA A0 13 Hep 6 AHeW, MCCNEAOBAHUA
OPTaHOB W CUCTEM MOAA Ha 22 Hej, ye He obcyxpaerca. B 1o xe
BpPeMA 3HaYeHWe KauyecTsa Onpe/ieNneHua OUOXUMMIECKUX MapKe-
POB B TOYHOCTM PE3YNLTUPYIOLIEr0 paciera UHANBUAYANLHOTO
PUCKA TOKA He ABNAETCA 0OWEN3BECTHEIM.

10 OBBACHAETCA HECKONBKUMU MpPUYMHaMu. Bo-mepeslx, B3au-
MOCBA3b MEWY KAaYecTBOM Ompefeneua GMOXMMUIECKMX Map-
KepoB W TOYHOCTBI0 PACCYMTAHHOTO PUCKA NPU KOMOUHUPOBAH-
HOM MpeHaTanbHOM CKPUHMHIE Ha MEepPBL B3TAJ He OYeBUAHA
w TpefiyeT mpeacTaBNeHWA MPU MOMOWM MaTeMaTWYeCKMX Mo-
IeNbHEXPACcYeToB.

Bo-BTOpHX, GONBLIIMHCTBOMPOW3BOAUTENEH, NPeAnaralmux B
HACTOALlee BPEMA KOMMepyeckue Habopsl peareHToB AnA onpe-
nenexwa PAPP-A u B-xry, He 3aMHTEPECOBAHH (MO ONMpeAeneH-
HBIM TpUYMHaM) B 0BCY#AEHUW aCMEKTOB AOCTATOMHOCTH aHa-
AMTUYECKOTO YPOBHA J1A AAHHEIX MapKepos.

KaxoBH e peneBaHTHHE KPUTEPUU KavecTBa INA WU3MEpeHuA
PAPP-A 1 B-xru3 ana o6BEKTUBHOW OLEHKW METOROB, HAOOPOB
pearenTos u pu6opPos ANA OMpefeneHuA OUOXUMUIECKUK Map-
kepos I TpuMecTpa GepeMeHHROCTU UCTIONL3YIOT PAA AHANUTUYE-
ckmx TpeboBaHWM.

OpHOi W3 Haubonee BaMHBIX XapaKTEPUCTUK ABNAETCA BOCMPO-
W3BORAUMOCTb.

BOCTPOM3BOAMMOCTE NabOPaTOPHLIX WMCCEN0BaHWA XapaKTepH-
3yeTCA Mepoit BAMARWA CNYHaiHbIX OMBOK B Ipolecce aHanusa,
T.e. CTeneHk0 BNM30CTH APYT K APYTY KONWYECTBEHHBIX Pe3yib-
TATOB W3MEPEHMiA, BLHITONHEHHBIX B PA3/IMYKBIX YCNOBUAX (B pas-
Hoe BPEeMA, WU TTOCNe HOBOI KanubpoBKu mpubopa ik ¢ HOBOW
cepwen pearenToB). BapuanT BOCTIPOM3IBOAUMOCTH - Bnn30CTb pe-
IYNLTATOB W3MEPEHWH, BHIMONHEHHEX B OAMHAKOBHIX YCNOBUAX,
T.€, B CEPUM UCCNEN0BAHUN, MOXET Ha3bIBaTbCA CXOAMMOCTLIO.
OueHKa BOCMPOW3ZBOAMMOCTM WIAM CXOAWUMOCTW OTPAMAET, Ha-
CKONBKO TOMHO eAUHWYHOE W3MepeHue Mpobbl mauweHTkwn Oy-
[T BOCTIPOU3IBEAEHO NMPW MOCNEAYIOLMUX U3MEPERUAX. KaK TpU
OlLIEHKE CXOAMMOCTM, TaK WM MPW OlleHKe BOCTPOM3BOAMMOCTH,
yeM MeHblIe 3HaveHua xo3dduumeHToB Bapuanuu ANA BCEX
M3MepeHHBX HMOXMMMIECKMX TOKa3aTenew, TeM Brllle BOCMPO-
W3BOIMMOCTE PE3YNLTATOR, MONYYaEMbIX B JAHHOM TECTE, U TEM
TOYHEE MOMET OHThL PACcCYMTAH UHAWBUAYANbHBIA PUCK XPOMO-
COMHEIX aHOMAaNWH.

Jra TONHOCTB 0COBEHHO BaMHa A OLIEHKWM PUCKA B IOTPAHUYHON
30He, KOTZa MONyYeHHbE Pe3ynbTaThl ABNANTCA OTPUIATENbHE-
MW, HO PUCK CMHApOMa JlayHa Bhille, YeM CPeAHWUH ANA AAHHOTO
Bo3pacTa. Bepymuit cieynanucT no 6UOXUMUYECKOMY CKPMHUH-
ry 6puranckoro doxga Fetal Medicine Foundation (FMF) mpo-
deccop K. Cmercep cywTaer, YTO «ANA pacyera pUcKa C UENL0
coxparexua nopora orcedku 1:250c Ko3QduLMeRTOM BapUALUK
10% aHANUTUYECKAA TOYHOCTh OMpEeAeNneHMA KaAoro Guoxu-
MWYECKOTO MapKepa JlonxHa ObITh TAKOBA, yrobsl Ko3ddunm-
eHT Bapuanuu 6un 3,5% unu Meree» [1] . ITO TE MMHUMANLHLE
Tpe60BaHMA, KOTOPHIM JOMKHLL COOTBETCTBOBATL U3TOTOBUTENN
na6opos pearentos W o6opyAcBaHMA, a Tawke naboparopus,
BHMONHAWMAA W3MEpeHWA, 4TOBH MONYYUTL CepTUdUKALUI
FME KauecTBa GMOXMMMYECKOWM aHanuTvku. Yem Touxee Gyner
ompefeneH COOTBETCTBYIOLWI A HMOXMMUYECKUA NapaMeTp. Tem
onee mpenu3auorHo 6yaer paccuurar koapduunent MoM u co-
OTBETCTEEHHO WHAMBUAYANLHEIA PUCK, KO3D@UUMEHT Bapualuu
KoTOpOro B Nio6oM CNy4ae He AO/MKEH NMpeBHaTh 8%.HeBun
CrieHcep CYWTaeT, YTO Adxe e paccMaTpueaTs yMeperHHoe no-
BhimeHue Koadduumenta sapuaunn MoM Ha 4-5%, T0 K03ddu-
JMeHT BapMalMu UHAMBUAYANLHOTO PUCKA MOBHICUTCA Ha 15%»
[1.2).

Hanwio ABHHA NMAPAAOKC: B TO BPEMA KaK B WIMHMYECKOW nabo-
PAaTOPHOW AWMATHOCTUKE MPaKTU4ECKW HeNb3A HAWTU METONMKU C
AOMYCTMMEIM KO3(@uUMeRTOM BapHaLUK 15%, B MpeHaTanbHOM
6UOXMMMYECKOM CKDUHMHIE elje WCTonb3yioTcA 000pyAoBaHue W
Habopsl peareHTo., KOTOPLIE NPU PacyeTe UHAUBUAYANLHOTO PUCKa
MOTYT fjaBaTh Pe3yNLTHPYIOLYI OunbKy B AManasore 15-25%.

06 aKkTyanbHOCTW AAHHOW MPOGIEMEl CBUAETENLCTBYET U TO, MTO
B MOC/eAHEE BPEMA OABUANCH TYGAMKALMN BEAYIUX OUOXUMM-
k0B, paboTaomux B 061aCTU MPEHATaNbHOTO CKPUHUKTE, B KOTO-
PHIX OHW 06CYMAQIOT aCMEKTH KAaYeCTsa ONpejiefieHus MapKepos
I rpumectpa bepeMerHOCTM [3, 4].

CripasefMBOCTM Paju ClefyerT OTMETUTS, YTO cobnwaeHue Bhl-
COKMX KPWTEDWEB BOCMPOW3BOAMMOCTM W MPABWILHOCTW U3MeE-
penna PAPP-A u B-Xry BCe )X BHNONHUMO NPW CETOAHALTHEM
ypoeHe paseutus naboparopHoit TexHonoruu. lipu mexwnabopa-
TOPHOM KOHTDOJE Ka4ecTBa, MO AaHHLIM HanuoHanbHOW CMCTE-
MBl BHEILIHEl OLeHK! KadecTsa ucenefosannii Benuxobpuranuu
(UK NE(1AS), ® Teuenune MHorux ner Hanbonee BHCOKOH TOY-
HOCTHIO WM BOCTIPOW3BOLUMOCTDIO OTIPEAeNeHnA BHOXUMHYECKNX
MapKepOoB MpPEeHaTaNbHOrO CKPUHMHIA OTMEYAIOTCA U3MEDEHMA,
NMpPOBOAWMMEIE HA ABTOMaTM4YECKOM aHanusaTope KRYPTOR c na-
fopamMu peareHTOB ANA AAHHOW CUCTEMbLI, KOTOPLIE TPOU3BOAAT-
cA HeMenKon komnanuein BRAHMS AG.

ABTOMaTMYECKMIL OGMoxuMmuveckuit aHanusatop BRAHMS
KRYPTOR npeacrasnseT cob60W MONHOCTBI ABTOMATW3UPOBAH-
HY0 CUCTeMY AMATHOCTUKM in vitro AnA onpefieNieHUA B peXUMe
DYTMHHOTO W3MEPEHWA Pa3NUMHEIX OBUOXMMUYECKUX MaDKEPOB
(MapKepoBLNA MPEHATANbHOTO0 CKPUHWMHTA I v II TpumMecTpos,
NMPOKaNbUMTORUHA, C-peaxTMBHOrO Oenka, OMyXONEBHX MapKe-
POB, OCTEOKANbUMHA, GepPUTHHA, THPOUAHLIX TOPMOHOE U i o B
Onpepenedue RAHHBIX MAPKEPOB TMPO W3BOAUTCA C BBICOKOW TOM-
HOCTHIO 6N1AroAAPA YHUKANBHOM TEXHONOTUM W3Meperua. B 6uo-
xuMugeckoM ananmsarope BRAHMS KRYPTOR ucrnonb3yerca Tex-
nonorua TRACE (Time-Resolved Arnplified Cryptate Emission),
B KOTOPO# W3MEPAETCA CUIHazl, WCIYCKAeMBIW C BpPEMEHHON
3a/iePKKON MMMYHHBEIM KOMIUIEKCOM. 3TOT METOA OCHOBAH Ha
dhyHpaMenTansHoi pabore naypeara Hobenesckon npeMmum Han-
Mapw Jlen (1987 r.), cosmectHo c JI. Kpamom u 1. Ilepepcenom
«3a pa3paboTKy M MPUMEHEHWe MONEKYA CO CTPYKTYPHO Crieln-
UIECKUMU B3aMMOACHCTBUAMMN C BLICOKOW CENIEKTUBHOCTLION.
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PucyHoK. CTaBunbHOCTE ONpeneneHHA ceobonHoi B-cyGbeanHuubl XY (B-XM4) u nnasmexnoro npoTeuHa A (PAPP -A) Habopamu peareHToB komnakui BRAHMS

¢ nomoulbk cuctemsl KRYPTOR (ganHeie K. CneHcepa).

Ocroey TexHonoruu TRACE cocraenser Ge3sianyyaTenbHas ne-
pejaya 3HEPrMM OT AOHOpa (pemeTvarans CTPYKTYPa C WOHOM
EBPOMUA B 1|eHTPe [KPUNTAT]) K aKuenTopy, KOTOPHN ABNAETCA
YACTH XMMWYECHKW MOAMGMUMPOBAHHOrO CBETOCOOMpDAOIEro
sopopocnesoro Genxa (XL 665). BausocTs foxopa (xpunrara)
u akuenrtopa (XL 665), worpa OHW ABNAWTCA YACTLI0 UMMYH-
HOTO KOMITNEKCA M MepeKpHBaHWe CIeKTpa 3MWUCCMU LOHOpa W
criexTpa abcopbumu akuenTopa, YCUAMBAKT (QAyopecueHTHLHN
CMIHAN KPUMTATa M YBENWNUBAKT MPOACIKUTENBHOCTE CUTHANA
aKlenTopa, MO3BONAA TEM CAMLIM M3MEDUTL GNyOpecueHUMo ¢
BPEMEHHON 3alePHKON.

[IpeMMyecTBO AAHHOW TEXHONOIUM 3aKNI0YAETCA B BO3MOMHO-
CTH OY¥eHb TOMHOTO M3MEPEHUA OMpenenAaeMoro mapkepa. Ilpun
B036YMAEHUM NMPOOH A30THHM Na3epoM C ANMHOW BOAHH 337
HM JJOHOD (KpMOTAT) M3Ny4aer cUr{an Honbuen ANUTENLHOCTH
E MWILIWCEKYHAHOM guana3oHe ¢ ANMHOW BONHL 620 HM, TOrAA
kak axkuentop (XL 665) vcmyckaeT curHan Manow ANIWTENbHO-
CTW B HAHOCEKVHAHOM AWana3oHe ¢ ANMHOW BONHB 665 HM. TIpu
CEASHEAHWW JBYX KOMIOHEHTOB B WMMYHHLIM KOMIJEKC MpO-
WCXOAMT KaK YCMAEHWE CUTHanNa, Tax W yBenuveHwe Mpoaoamu-
TeNBHOCTW CUFHANA aKuenTopa npu 665 HM, u, TakuMm obpasom,
CMIHaN MOXET OBTb WIMEPEeH B MWUIMCEKYHAAX. 3TOT CUrHan
fonblIen AAMTENLHOCTM MPOMOPUMOHaNeH HWOHLEHTPaUWW W3-
MEDAEMOT0 MapKepa.

Hameperue BUOXUMUYECKUX MADKEDOB AaHHLIM METO[LOM MO3BO-
NAET HajleHo MpefoTBpaTuTh MHTEpheperuuno. Hecenupuye-
CKWE CUTHaNL], HAIPUMEp, CUTHANH Manou NpoAoIKUTENEHOCTH
HecBasaHHoro axkuenropa XL 665 w curHanst mutepdepeHyuu
CO CpenHeil CmeuududHOCTLI, 06YCNOBNEHHEIE ECTECTBEHHON
dbnyopecueHumeit mpobbl, WMCKNWMYANTCA 33 CYET BPEMEHHOW
3afepHKM M3MepeHnAa bnyopecyeryuu. CurHan, ucmycKaeMbn
KpunraTroM mpu 620 HM, CNYKWUT BHYTPEHHMM pedepeHCHEIM
JHAYEHUEM M U3MEPAETCA OLHOBPEMEHHO C CUIHANOM aKlenropa
BonbuIei MPOAONKUTENLHOCTU. PAKTOPH, KOTOPBIE MEWAT U3-
MepeHWI0, HapUMep, PW aHann3e MyTHHX CHIBOPOTOK, ABTOMA-
TMYECKW KOPPEKTUPYIOTCA MOCPEACTBOM BHYTPEHHErO pacyera
COOTHOMEHMA 3HAYEHWUH UHTEHCMBHOCTM ANA 3TUX ANWH BOMNH.
AHanNWTMYECKAA HaJleMHOCTs MeToAa obecrmeyuBaerca TeM, uTO
MPOBOAUMEIA 2HANW3 ABNAETCA TOMOTeHHBIM, WCKNIOYawuuM
Kakue-nmbo cTagMM MPOMBIEBKW W Cemapanuu. 3a cYeT 3Toro jo-
CTUTAKTCA TOYHHE 3HAYEHWA CPefHecTaTMCTHYeCKOW Morpem-
HOCTW WM BOCIPOW3BOAMMOCTM Pe3YNLTATOB MewJy PpPa3HbIMu
MOCTAHOBKAMM aHanu3a. [IoMUMO BOCTIPOU3BOAUMOCTH B BMOXM-
MWYECHOM CKPUHMHT e 04eHb BAMHOW XapaKTePUCTUHONW KavecTea
MeTopa, 060pyAoBaHMA M Habopa peareHTOB ABNAETCA CTabwb-
HOCTh MeiMaHH 3HaYeHW!H OMOXUMMYECKOr0 MapKepa ANA CpoKa
fGepeMEHHOCTU. ITO OMEHb BaMHLIW MOKA3aTeNb, MOTOMY 4YTO Ha
WX OCHOBE PacCYMTHBaWT KoabduuuenTs MoM, koTopeie nanee
BYAYT CAYKUTL ANA BEIMMCIEHWA UHAUBUAYANLHOrO PUCKA XpO-
MOCOMHBIX aHOManWn nnoga. ¥ 60NbMIMHCTEA MPOUIBOAUTENEH
pearexToB v 060pyAOBaHUA ANA GEUOXMMUNECKOTO NTPEHATANLHO-
ro CKPUHMHIA MEePBOHAYANbHO YCTAHOBNEHHBIE MEJMAHB U3Me-
HAWTCA, UX MPUXOAUTCA XEroAH0 afanTUPOBAaTh. 3T0 MPUBOAUT
K KonebaHWAM TOMHOCTM pacyeTa pMcKa B 3aBMCUMOCTH OT TOTO,
MPOW3BOAWUTCA pacdeT A0 eXerofHon afantanuu wim nocne.

ITo pannuM K. Cexcepa, oo cux mop Tonbko Ha cucteme KRYPTOR
VAANO0Ch MOAYYMTE MeWaHEL, abCONTHO cTabuibHbIE B TEYEHUe
6 net u Bonee (PUCYHOK).

[lonyyeHHsle pe3ynsraTsl CTabUNLHOCTU MEAWAH HAPALY C Bbl-
coYalmen aHanMTUYECKON TOMHOCTEI0 MPUBENW K TOMY, YTO Ha
npoTaMeHuu nocnepuux 9 ner PMP ana pyTMHHBIX U3MEpeHUN
B-XT'Y u PAPP-A ucnions3yer Tonsko aHanu3sarop KRYPTOR Bony-
ITMHCTBO LeHTPOB, cepTuduuuposanyeix PMP u MHorMe apyrue
W3BECTHHE B MMPE LeHTPH NpeHaTanbHOoW AMATHOCTUKU TaKKe
wcnonsayioT ananusatopsl KRYPTOR ¢ nensio obecneverma xa-
YeCTBa CBOWX UCCNEeN0BaAHUN.

TomuMo 3Toro, ucmons3osanue avanusaropa KRYPTOR 3xowo-
MMMECKMBHIPOAHO M 3(deKTUBHOC TOYKU 3PEHWA OpraHu3auun
paboTs naboparopuu:

- KOPOTKOE BpeMA paboTH OMepaTopa ¢ MMHUMAaNbHBIM 00CnyHu-
BaAHUEM;

- HeDOoNbUIOW PACXO] PeareHTO. C MPOAOTKUTENBHEIMU UHTEDBA -
naMu Mexay Kanubpoexamu (MpeMMymecTseHHO C UHTEPBaoM
14nHel, xanubpoeKa Mo OAHOW TOYKE);

- pasnMyHHE BapMaHTH pPeXuMa AOCTyma K TecraMm: ceobop-
HBIA QocTyn random access, CMCTEMa «TecT 3a TecToM» - Batch
noCTVII, sxcrpenHoe onpepenenue nmwboro napamerpa (Stat-
MCCNelOBaHWA);

- BO3MOMHOCTE ONpefieNIeHuN HeCKOIbKUX COTeH TecToB 6e3 cMe-
HBl pEareHTOB, TaK KaK Ha 60pTY AOCTYTHE A0 12 oXnampaeMelx
nabopos;

- 3KEHQMHOE UCTIONb30BAHWE PACXOAHBIX MATEPUANOB;

- Manoe KONWYeCTBO MUAKUX OTXOAOE;

- 3HOHOMMA BPEMEHW ¥ MUHUMK3AUMA omubok B pesynwrare as-
TOMATMYECKOW Mepefayu AaHHux B LIS u mporpaMMmy pacyera
PUCKA NPW MPEHaTaNbHOM CKPUHWHTE; BPeMA UCCAEA0BAHUA CO-
CTABNAET TONLKO 19 MUH;

- ABTOMAaTUYeCKOe «MHTENNUIeHTHOe» pazBefeHue: GucTpoe
pacnosHasaHue npob, 3HaYeHWA KOTOPHIX BHIXOAAT 33 IPAHUILI
NMHEWHOCTH.

MaxkcuMyM depes 5 MUH CNefyeT aBTOMAaTUYeCKoe pa3BefieHue,
KOTOpOe TapaHTUpPyeT OBICTPOTY M HaleMHOCTh PE3YNbTaTOs,
ocofeHHO B cny4ae HeobXoguMoCTW MOAYYEHMA CPOMHOro pe-
3ynbTaTa aHanu3a.

B 2007 r. mocnepHAf MOAeNb aBTOMAaTUYECKOr0 aHanu3aropa cu-
cremet KRYPTOR - KRYPTOR Compact - 65ina 3aperMcTpupoBaHa
B Poccuiickoit denepannu M B HACTOANEE BPEMA AOCTYMHA ANA
POCCUACKMX CTIELUANTUCTOB MO MPEeHATANbHOW JUATHOCTMKE.
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