MATEPUAIJIBI KOHOEPEHIIMN 71

3HAYUMOCTDHb OCHOBHBbIX
MMOKA3AHU K TEHETUYECKOM
IPEHATAJIbHOM JIUATHOCTHUKE
E. Porynno?, ®@. Kessamal, JI. Kamyppu?,
T.C. Hatpenmm?, K. Bepportu [du IIesnennal,
J.b. Hapnenmu!
Omoenenue axyuepcmea u cunexono2uu,
Yuusepcumem 2. Ilapmwt, [lapma, Umanusa
2000 «Menodenv», Obcnysicusanue 8 cepe
eenemuxu yeioeexka, Peooxco Emunus,
Umanus

[IpuMeneHue pa3nuyHBIX CIOCOOOB Te-
HETUYECKOW TMpEeHaTalbHOW  JHAarHOCTHKU
cpean Bcel momyisiuuu OepeMEeHHBIX MoAapa-
3yMeBaeT, MMOMHMO HHBAa3UBHOCTH METOJIOB,
pasnuyHble TPOONEMBl OpraHU3alHOHHOTO,
HSKOHOMHYECKOT0 IUIaHA, HEOOXOJMMOCTU
HAIWYHs BHICOKOKBATH(UIUPOBAHHOTO IIEp-
conana. Kak anprepHaTHBa OBLIM MpeEIIONKe-
HBI OMOXMMHYECKHE TECTHI, HAITPABJICHHBIC HA
BBISIBJICHHE CJIy4YaeB IOBBIIICHHOTO pHCKa
OCHOBHBIX XpoMocomonartuii (tpucomust 21 u
18), mpuberas, TakuM 00pa3oM, K XOpHO- U
aMHHOLIEHTE3Y TOJIBKO B CIydae OnpeieeHus
3HAYUTEIFHOTO YBEIWYECHUS! JAHHOTO PHUCKA.
Ho Bce e MHEHHS aBTOpOB, Kacaroluecs
MPAKTUYECKOH 3HAYMMOCTH OHOXHMHYECKHX
TECTOB, OCTAIOTCS NMPOTHBOPEYMBHIMU. [2, 3,
5, 6, 7]. HeoOX0aMMO YYHUTBIBATH TAKXKE, YTO
npeanonaraeMas BO3MOXKHOCTH  BBISIBIICHUS
XpPOMOCOMHOW TaTOJOTHH HE ONpaBIbIBACT
UMeIoLIHicss puck aboprta, CIPOBOLKPOBAH-
HOT'O BO BpEMSsI IPOBEACHUS NHBA3UBHBIX Me-
TomoB jauarHoctukd. [4]. Heabio mccaeno-
BaHM# SBUJIOCH M3yY€HUE OCHOBHBIX ITOKa3a-
HUH K UCIOJIb30BAHUIO HHBA3UBHBIX METOJOB
MpEHAaTaJbHON OUArHOCTHKH U OINpeleliCHHuE
HaunboJee 3HAYNMBIX.

MatepuaJjbl H METOABI

Beutn paccmorpenst 9594 manueHTKH,
MOJBEPTILIHECS PA3IHYHBIM CIOCO0aM IMpeHa-
TaJbHOW TMAarHOCTUKU B IIEPBOM U BO BTOPOM
TpuMecTpax OepemenHoctu. IlepByto rpymmy
(«c puckom»), cocraBuwan 1091 GepemeHHas,
MMEBIINE IMOKa3aHUSl K TMPOBENCHHUIO HHBa-
3UBHBIX METO/IOB oOcnenoBanus (Bo3pact >35
JIET, TIOJIOKUTENBbHBIN pe3ynbTaT Ou- u Tpu-

TECTOB, TOJILNMHA IIEWHON CKIamKud >2,5 MM,
HaJu4ue 3XOrpa(UUeCKUX IPU3HAKOB aHO-
MaJliH, OTSATOIICHHBIM aHaMHE3 B IJIaHE XPO-
MOCOMOTIATHH), KOTOPBIM OBLTH CIENaHbl XO-
pHO- WM aMHUOLIEHTE3 Ha 0a3ze aKylIepcKon
KIMHUKH YHuBepcuteTa r. [lapmbr (Mtanms)
B teuenue 2006, 2007, 2008 romos. Bo BTO-
pyto rpyniry Bouuty 809 jKeHINH, PENBIINX
MOJIBEPTHYTHCS WHBA3WBHBIM METOJAM JIUar-
HOCTHKH TI0 COOCTBEHHOMY JKENaHuio, 0e3
0COOBIX MTOKa3aHMiA, B BO3pacTe HUXke 35 Jer,
0e3 HaiMMuusl Kakoro-mbo pucka. Tpersio
rpynmy cocraBwin 7694 cimydaes (OO0
«Mennens», RE, Italy), npoBenenue reneru-
YEeCKUX HCCIEAOBAaHUM KOTOPHIM OBIIIO OCHO-
BaHO Ha BBIABICHUM miehHoU ckmamku (NT)
npu sxorpadpun. U3 Hux y 2884 xeHmumH Obu1
ucnoibp3oBaH koMOuHHpoBaHHbId TecT (NT,
B-hCG, PAPP-A).

PesynbTaThl u X 00cy:KIeHHE

PaccMoTpuM naHHBIE, TIONYYCHHBIC ITY-
TEeM H3Y4YCHHUS TEPBBIX JBYX TPYI, C IIEIBIO
CpaBHCHHS KapUOTHITMYCCKUX AHOMAJIUH, BBI-
SIBJICHHBIX CPeH eHIMH «¢ prckom» (I rpym-
na) u 6e3 TakoBoro (Il rpynmna) (tadm. 1).

W3 nanHO# TaONMMIBI BUAHO, YTO TPUCO-
muit 21 u 18, i uneHTHUKAIIMA KOTOPBIX U
OBUTH BBEJCHBI B KIMHUYECKYIO NPAKTHKY
OMOXMMHUYCCKUE TECTHI, BBISIBICHO Bcero 17
(31,48%), u, cremoBaTeNbHO, HCIOIL30BAHUE
TOJBKO ITHX JAHHBIX HCKIIIOYAeT «a Priori»
BO3MOXKHOCTh OOHapyxeHus 68,52% ciyuaes
naTonorud. Jlaxke MpHUHSAB BO BHUMAaHUE JIBa
cirydass Tpucomuu 13, KoTOpas, Mo MHEHHUIO
HEKOTOPBIX MCCIIeA0BaTeNel, MOXKeET OBITh OI-
peleneHa C IOMOIIBI0 KOMOMHHPOBAHHBIX
TECTOB, OOINBINAasg 4YacTh XPOMOCOMOIATHUH,
COCTaBJIIOLIMX TNPHUMEPHO IIBE TPETH BCcel
Ka3yUCTUKH, OCTAIACH ObI HE BHISIBIICHHOI.

Heo0xomumMo oTMETHTB, YTO MMEIOTCS
HEKOTOPBIC P3Ny B MOITYYCHHBIX PE3YIib-
TaTax B 3aBUCHMOCTH OT ITOKa3aHHUS, KOTOPOE
MOCITYXKUJIO MOTUBOM K M3YYEHUIO (peTaabHO-
ro xapuoruna. [lo gaHHON NMpuUYMHE MBI pe-
IIAIA OOCYIUTh KaXJ0€ IOKa3aHWEe B OT-
JIEeNbHOCTH, JUIS TOrO YTOOBI JydIlle Ompese-
JIUTh UX MPAKTUYCCKYIO 3HAYHNMOCTb.
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Taoauna 1

XpOMOCOMHI)IC AHOMAJINH, BBIABJICHHBIC B IICPBLIX JABYX I'PpYIIIax

AHOMAJINMN JKCHILUHBI C | KeHIIMHBI “0e3 | yacToTa cpeau BCEl IoIry-
puckom” pucka” n=809 nsin [1, 5, 6].
n=1091

Tpucomus 21 8 4 1/700 — 1200

Tpucomus 18 5 1/1000-6000

Tpucomus 13 1 1 1/10000

Cunnpom Knstitngenrepa 5 1 1/500-1000

Cungpom IIpanep-Bumnu 1 1/15000-20000

X0 4 2 1/2000-3000

XXX 1 2 1/1200

Cunpom «Cri du shat» 1 1/50000

IlepunenTpuyeckast HHBEpCUs 4 4 1/500

COasaHCHpOBaHHAS TPAHCIIOKAIMS | 3 2 1/500

S;;6anchnpOBaHHaﬁ TPaHCIoKa- | 4 1 5/1000-2000

ITnanenrapHblii MO3aULU3M 3 ?

BCEI'O 34 (3,1 %) 20 (2,5 %)

BOB[!aCT: ITo MHEHMIO MHOTOUHMCICHHBIX
ABTOPOB, PUCK Pa3BUTUSA XpOMOCOMHOﬁ naTo-
JIOTHH MOBLIMIACTCA B COOTBCTCTBHUU C YBCIIM-

YEHWEM BO3pacTa OepeMeHHOM,

0COOEHHO

crapmre 35 ner [2, 3]. B manHo#i pabore 945
JKEHIIMHAM, 4TO cocTaBmiio 86,6% ot oOrero

quciia 06HC€Z[0B3HHLIX,

aMHUOLIEHTE3 OBbUI

MPOBEIEH HAa OCHOBAaHUM TaKOro MOKa3aHUs,
Kak Bo3pacT mauueHTku ctapme 35 mert. Ilo-
JyYEHHBIH BBICOKMHA TPOLEHT OepeMEHHBIX,
MOJIBEPIIINXCA aMHHUOLIEHTE3y TOJBKO Ha OC-
HOBaHWHM Mapamerpa «BO3PACT», JHIIHUKA pa3

TIOATBEPKIACT BBHICOKYIO 3HAYUMOCTh JJAHHOTO
(akTopa cpeau ApYrux MOKa3aHUH K MCIOJb-
30BaHHIO MHBA3HBHBIX METOJIOB IPEHATAIbHOM
muarHoctrkd. Cpean 34 manueHTok | rpymmsl,
UMEIOIMX XPOMOCOMHBIC aHOMayuH, 29 ciy-
YaeB MATOJOTMU OBUIO BBISIBJICHO, OCHOBBIBA-
ACh TOJBKO Ha TOKa3areyie «BO3pacT», YTo CO-
craBwio 85,3% (tabn. 1). Cpemu 100 Tpmco-
mul, yka3ansaeiX B || rpynme, 79 (79%) oOHa-
pyXeHbl y OepeMeHHBIX B Bo3pacte > 35 yeT
(Tabm. 2).

Taoauuna 2
Jlannsle, 6a3upoBanHble HA m3MepeHnn NT
NT mm 4HCIIO CIIy4aeB | BCE TPUC. |BcE€  TPHC. | TPUC. Tpuc./n Tpuc.>35
(n) >35 yer 21 JIeT/BCe TPUC.

0-1,9 A 3749 9 7 5 0,002 0,8

B 2248 6 5 3 0,002 0,8
2-3,9 A 992 29 25 21 0,03 0,9

B 595 17 14 9 0,03 0,8
4-59 A 53 15 11 11 0,28 0,7

B 31 10 7 5 0,32 0,7
6-9,9 A 16 8 6 4 0,5 0,7

B 10 6 4 2 0,6 0,7

[Mpumeuanue: A: Tomeko NT (no screening test); B: NT, free BHCG, PAPP-A (combined test)

Tpu-tect: B TeueHWe NPUHATHEIX BO
BHUMaHHE Tpex JeT Obuio mposeaeHo 2608
OMOXMMHYECKHX KOHTpOJEH, Cpelu KOTOPBIX

116  okazaymch

JIOKHOITOJIOKHUTECIIbHBIMU

(4,45%), u Bcero B omHom ciyudae (0,85%)
ObLTa BBISIBJICHA aHOMANIWS KapuoTUNa (CHH-
apom KustitHdenbrepa). OOHapy:KeHHE OSTOM
MaTOJIOTMU  JTOJDKHO pacCMaTpPUBAaThCA Kak

ClydaifHasi HaXO/IKa, YYUTBIBasi CPEIHIOK0 Yac-
TOTY AaHHOTO CHHIpPOMA CPEAM BCEW MOMyIsi-
am (1/500 - 1000). [1, 5, 6]. Cpenu sKeHIIMH ¢
TIOJIOKHUTEIBHBIMA  OMOXUMUYECKUMH  TeCTa-
MH, TpU JaIbHEHIIEM T'€HETHYECKOM o0cIie-
JIOBaHMU HE OBLIO BBISBJICHO HU OJHOIO CIIy-
yas Tpucomuit 21 u 18. HeoOxomumo yuectb
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HaJTMYHE JIOKHOOTPULIATEIBHBIX PE3YJIbTaTOB;
CpaBHHMBAs IEPBbIC JBE TPYIIBI, OTMEYaeTCs
MPUCYTCTBHE TPUCOMHM TaKXKe W B TpYIIE
«0Oe3 pucka».

Ieitnas cknaaka (NT): Bcero ©ObLio
MPHUHATO BO BHUMaHue 7694 manueHTkH, cpe-
1 kotopeix B 4810 ciywasx wu3Mepsiiach
tonbko TommmHa NT, B To Bpems kak B 2884 -
ObL1 TIpoBezieH koMOuHMpoBaHHbI TecT (NT,
free B-HCG, PAPP-A) (tabx. 2) [8].

W3 npeacraBieHHBIX B JaHHOW Tabiuie
PE3yNbTaTOB BUIHO, YTO PUCK XpPOMOCOMOIA-
TUW HaIpsIMyIO CBSA3aH C BO3PAcTOM >KEHILH-
Hel >35 ner u tonmmuor NT Oomee 4 Mm.
Pe3ynbTaThl OMOXMMHUYECKHX TECTOB HE HPO-
JEMOHCTPUPOBAIM 0CO0OW TpeJcKa3aTeb-
HOW 3HAUYMMOCTH, He OBIJIO OTMEYEHO OCOOBIX
pasnuuMii B BBISIBJICHUM TATOJIOTHH CpPEIU
HCCIIeIOBaHHBIX Tpynn. 14 ciyyaeB yBenuye-
Hust TomumHbl NT OTME4eHO y HanueHTOK
TPYIIIBI «C PUCKOM», BCE OKa3alHCh JOXKHO-
MTOJIOKUTETEHBIMH.

Oxorpadus: Y 21 xeHIUHBI UMEIUCh
sxorpaduueckue mOpHU3HAKH Mopdororuye-
CKUX aHOMAJIMH IJI0Ja, U3 HUX B 3 CIy4asx
OblTa OOHapy)XeHa XpPOMOCOMHasl MaToJIOTus,
KoTopasi Obuta mpencTaBieHa Tpucomuen 21,
cunapomoM Typuepa (XO) u cunapomom “Cri
du chat”. Yucno cnyuaeB, 00OHapyEHHBIX IO
JAaHHOMY TapaMeTpy, HEBEUKO, HO MPOLEHT
BBISIBIICHHOW MATOJOTMHU AOCTATOYHO BBHICOK —
8,6%, uTO TOBOPHUT O CYIIECTBYIOMIEH KOppe-
JSIAM MEXKAY XpOMOCOMONaTHedl W BTOpHY-
HBIMH MOP(OIOrHYECKUMHU HAPYIICHUSIMH U
OIpaB/AbIBACT HCIOIB30BAaHUE WHBA3UBHBIX
METO/IOB TSl U3YYEHHUS KapUOTHUIIA TUIONA.

Anamnesi: B 7 ciydasx aMHHOIICHTE3
ObUI IPOBEJCH HA OCHOBAHUM OTSATOLICHHOTO
aHaMHe3 B IJIJaHE XPOMOCOMHOHW MAaTOJIOTHH.
Hu B ogHOM M3 3THX clydaeB T'eHETHYECKHN
aHAJIM3 HE TOKa3aj HaJIW4Yusl aHOMAaJlMM Ka-
puorura.

BrIBOARI:

Bospact matepu crapume 35 ner sBis-
ercs Hanbosee 3HAUYMMBIM ITTOKa3aTeJeM s
HampaBieHus: OEepEeMEHHOM K MPOBEICHUIO
TeHETHYECKOHN NMpeHaTalbHON THarHOCTHKH.

Bruoxumuyecknue TecThl HANpaBieHBI B
OCHOBHOM Ha BbIsiBIIeHHE Tpucomuit 21 u 18
U He 00mamarT 0co0OH MPOTHOCTUYECKOH
3HaYMMOCTBHIO B OTHOIIEHHH OCTaJbHOU XPO-
MOCOMHOM MAaTOJIOTHU.

OobnapysxeHnne MopQoIOrHIecKor mna-
TOJIOTHH TIJIOAA MYTEM 3Xorpaduu sBIseTcs
ONpPaBJAaHHBIM MOKa3aHWEM K TPOBEICHUIO
WHBa3UBHBIX METO/IOB MCCIIEOBAaHMUs, TaK KaK
XPOMOCOMHBIE aHOMAaJHH 3a4acTylO0 COMNpO-
BOXKIAIOTCS HAJIMYMEM BTOPHUYHBIX CTPYK-
TYpPHBIX U3MEHEHHH 1103,
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