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HOBBIE BO3MOKHOCTH JOPOJIOBO
JTUATHOCTUKUA CUHIPOMA JAYHA U
JIPYTAX TPUCOMMIA B KABAXCTAHE

IIpenaransHas quarnoctuka Tpucomuii B Kaszaxcrane
OCYIIECTBIACTCS AJIA BCEX NAllMEHTOB, KAK YAaCTHBIX, TAK
U FOCYJapCTBEHHBIX yupexkaeHuil. OCHOBBIBasCH HAa OHO-
XUMHYECKOM CKPHHUHIE U NaHHBIX Y3U, BEICUUTHIBAET-
Csl PUCK POXKACHHUS IIOJA ¢ XPOMOCOMHON aHOMaJHei.
[Ipu BBICOKMX pUCKax ClleAyeT MHBa3UBHAs NpeHATalb-
Has AMAarHOCTHKA ¢ OMOICcUell BOPCUH XOPHOHA U IOcie-
JYIOIUM KapuoTunuposanueM. KapuoTunupoBanue Bbl-
ABIISAET IPAKTUYECKU BCE XPOMOCOMHBIE AaHOMAJIUH.

90% oT Bcex BPOXKIEHHBIX MAaTOJIOTHUH IUIOAA 3aHUMa-
toT Tpucomuu 13, 18 u 21 map xpomocom. Cpean HHX
75% npuxonutcs Ha cuHapoM Jlayna (AxkyneHko, 30i0-
TyxuHa). /laHHbIE TPUCOMUH HE 3aBUCAT OT BO3pacTa ma-
[IUCHTKH, OZIHAKO YeM cTapllie BO3pacT OepeMeHHOH, TeM
OHHM BCTPEUAIOTCS dalle.

HecMoTps Ha 3HAUUTENBHBIM TEXHUYECKHUI Ipolecc
B 00JaCTH IpEHATalbHOI IMAarHOCTHKY, BCE HHBA3HB-
Hble NPOLEAYPHl OCTAIOTCS CBS3aHHBIMU C ONpEAEICH-
HBIM PUCKOM IIPEpBIBAHUSA OEPEMEHHOCTH, OCOOCHHO IS
KEHIIUH CTapliell BO3PacTHOI TpyIIBI, O3TOMY IpO-
BEJACHHE MHBA3UBHBIX NMPOLEAYP NODKHO OBITH Cepbes-
HO MOTHBHMPOBaHO. HOBBIH «HEMHBa3UBHBII» MOAXOH B
IIpeHaTaJIbHON JHAarHOCTUKE CBS3aH C HCCIEAOBAaHUEM
kietok, pparmenTos BHekierounoit JIHK n PHK mnona,
LOUPKYJIUPYIOIIUX B Iepuepuueckoil KpOBH MaTEPH.

HOBASI METOAUKA
IToMHMO KIETOK IJI0Aa B MAaTEePUHCKOH KPOBU IpH-
cyrcTBytoT cBoboaubie (cell free) dparmenTs sipepHoi

JHK miona. Kak mpaBuiao, 3To KOpOTKHE, OTUTOHYKJIEO-
cOMHbIE (parMeHThl. BeposSTHBIMU MeXxaHU3MaMu, MpHU-
BOSIIIIUMU K BhICBOOOXKAcHUIO cBoOOaHOM IHK mona B
MaTEepUHCKYIO IUPKYIAINIO, OCTAETCS pa3pylIeHHe Kie-
TOK IJIOJIa B pe3yibTaTe HEKPO3a, IN3Kca WU afoITo3a.
OCHOBHBIM HCTOYHHKOM (parMeHTHPOBAHHOW sIepHO
JAHK mona B XxpoBU MaTepu SBISIOTCS HE KIETKH KPo-

BH IUIOAA, @ KJISTKHU IUTalleHTHl — TpodoodaacTtsl. Konmen-
tpauust ¢pparmentoB JHK mioma cocrasuser 2-40% (B
cpeaneM, okono 10%).
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Nmenno Ha 3T0# cBOOOmHO mupKymupytomei JTHK
OCHOBaH HOBBIH BBICOKOTEXHOJIOTMUYHBIH METOJ OIpejie-
JEHUsI TPUCOMUH 1012 OIarogaps CEeKBEHHPOBAHUIO HO-
BOTO TTOKOJICHHSI.

B otimume oT sppocofep)Kamux KIETOK II0Ja, 3TH
(parMeHTHl TUPKYIUPYIOT B KPOBH MaTepH 110 JBYX Ha-
coB. Ilocne pomoB uepe3 nBa yaca oHH OonbIne HE 00-
Hapy’>KHUBAIOTCSI, TEM CaMbBIM IIPUHAJJIE)KAT UMEHHO TEKY-
el 6epeMeHHOCTH.

[lepBast HeMHBa3MBHAsI AMATHOCTHKA OCHOBHBIX TPHCO-
muii 65112 pa3paborana B CIIIA B oxtssOpe 2011 roga. 3atem
I'epmanus n Kutait BHeapuin 3ToT TecT y ceds. C ceHTa0ps
2014 roma 5TO cTaI0 BO3MOXKHBIM H JUISI )KUTEIENH AJIMATHI.
AHanmn3 IpUHIMAETCS B MOJICKYIISIPHO-TEHETHIECKOH 1ab0-
paropuu TreeGene, 3aTeM KpOBb Ha TECTHPOBAHHE OTIIPAB-
nsetcs B maboparopuro LifeCodexx (I'epmanms).

INOKA3AHUSA K HASHAYEHUIO:

» Cpennuii Bo3pact (35 et u crapie)

* Pesynprarer Y3U mioma, ykasbIBaronie Ha MOBBIIICH-
HBIH pruck Tpucomuu 13, 18 mmm 21

* Pesynbrarsl mpeHaTaIbHOTO OMOXMMHYECKOTO CKpH-
HUHTA B CBIBOPOTKE, HE COOTBETCTBYIOIIE HOPME

* [Ipenpiaymas OepeMeHHOCTH ¢ Tpucomueit 13, 18 mmmn
21 i B ceMeifHOM aHaMHe3€e

* JIpyrue MEAUIIMHCKUE TIPHYMHBI (COBMECTHOE PELICHHUE
MEXIy BpadoM U MAIEeHTOM )

JOCTOBEPHOCTD
JocroBeprocTs [IpeHarecT Obl1a olieHeHA ITyTeM KITMHH-
YEeCKUX MCCIE0BAaHM, B KOTOPHIX TabopaTopus LifeCodexx
MIPUHIMAaJIa HEMOCPEACTBEHHOE YIacTHE.
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B o6mie#t cnoxHOCTH OBIITO TpOaHAMH3UPOBaHO 468
00pasnoB KpoOBU; U3 HUX COPOK OAMH CIydall TPHCOMHUH
21, BoceMb ciIy4aeB TPUCOMHH 18 W MATH CIIydaeB TPUCO-
muu 13, B o0mmeit caoxnoctn 466 006pas3nos Kposu (> 99%)
OBLTH TIPABIJIBHO KiIaccUpuIpoBansl. OOuH ciaydail TpH-
comuu 21 He ObUT 0OHAPYKEH (JIOKHBIM OTPUIATEIHHBINA
pe3yibTaT), U OAWH ciiy4ail Tpucomuu 18 01 0OHapy-
JKEH JIOXKHO-TIOJIOKNUTETbHO. COOTBETCTBEHHO, UyBCTBH-
TEIBHOCTh MeTofa cocTaBiseT 98,1%, ¢ BepOATHOCTHIO
JI0KHO-TIONOXKUTENbHOTO pesynsraTra 0,2%.

CBobonmuo mnaBaromas JIHK mmoma B kpoBm Matepn
TIPOUCXOMUT OT KIETOK TpodobdiacTa, IOITOMY yPOBEHB J0-
CTOBEPHOCTHU HCCIIEJJOBAaHUS CPAaBHUM C MPOOOH Hemocpes-
CTBEHHO M3 XOPHOHA.

[IpenaTecTt He MO3BOJISAET J1€IaTh BHIBOABI B OTHOIIE-
HHN CTPYKTYPHBIX XPOMOCOMHBIX abeppamnuii, MeTon
JleJaeT TOJBKO KOJIMYECTBEHHOE H3MEpPEHHE TPHCOMHH
21, 18 m 13. B penkux ciaydasx TPUCOMHUSA III0a MOXKET
OBITH HpOsIBIIEHAa B BHAE OOee MEIKHX CTPYKTYPHBIX
abeppamuit Ha xpomocome 21, 18 unu 13; Takue ciaydan
HE MOTYT OBITh O0OHAPYKEHBI C TIOMOIIHI0 ITOTO MOJIEKY-
JIspHO-TeHeTH4YecKoro Merona. CienoBaTesbHO, MO3an-
IM3M WK (PEeTOIUIalleHTapHOE PACXOKIEHUE B TPHCOMHU-
ax 21, 18 wmm 13 He pacmo3naroTcsa. Merogom Ilpena-
TECT HE HCCIEIYIOTCS OPYrHe XPOMOCOMHBIE aHOMAaJUU
¥ TeHEeTHYeCKUe HapymeHus, kpome 13, 18, 21.

B nannoe Bpems IlpeHarecT OTHOCUTCSA K CKPUHUH-
TOBBIM TecTaM. Eciin pe3ynbrar moka3slBacT OTCYTCTBHE
Tpucomuu 13, 18, 21 XpoMOCOMBI, TO HadbHEHIIEH THa-
THOCTUKHU He Tpebyercsa. Ecnm oOHapyxuBaeTcs Tpuco-
MHsI, TO €€ HEOOXOJUMO MOATBEPAHUTH C MTOMOIIBIO HMH-
BAa3MBHBIX METOMMK.

MouiekyJsipHo-reHeTnueckast jaboparopust TreeGene (Tpul'en)
Ka3zaxcran, . Asimarsl, yji. AHOcOBa, 98, Tea. +7 (727) 391 19 06
www.treegene.kz




