MIHICTEPCTBO OXOPOHHM 3JI0POB'SI YKPATHH
VKPATHCBHKWI HAYKOBH INTT€HIYHWNI IEHTP

Ha npasax pykommcy

HIKOJIEHKO
Maprapnra Isanisna

BUKOPHCTAHHS CKPHHIHI'Y MAPKEPIB
MATEPHUHCBKOI CHPOBATKH
B JIATHOCTHIII IPUPOIKEHUX
BAJl PO3BUTKY TA XPOMOCOMHOI
MATOJIOIT IUTIOJA

03.00.15 — reneruka (Gionoriudi HayKH)

J o2

Asropedepar puceprauii
Ha 3700yTTd HayKOBOIO CTYNECHS
KaHpuaara GionoriyHux Hayk

KHIB - 1997



JTHHB Ykpaivu im.B.Ctechanuka

. 00751836 (U)
JHceprauieio € PyKOIIHC.
PoGota sukoHaHa B [IoHEIBKOMY MiXOOMaunumy moanaumivovimanumy v ps

HaykoBi KepiBHHKH: JOKTOP MeIHYHHX HayK,
npogecop
Irop Pomanosu4 Bapiisk

KaHOHIaT MEeOWYHHX HaykK
Ceitnana Bopucieua ApGysosa

Odpiwiiiini ONOHEHTH: JIOKTOp GioJIONYHHX HayK
T'enpi Kapnocoswu IMapcanansn

KaH[M/IaT MEAHYHHX HayK, CT.H.IL
Tamna Borogumupisaa Ckuban

IlpoBigHa opraHizauis: JisBiecekuit HII cnamkoBoy
natonorii MO3 Ykpaiuu

3axucT BinbyneTsCs i 1997 p. o A0 TOOMHI Ha
saciganni Cneniamizosanoi Buenoi Pamu I1 01.37.03 npn Ykpaincekomy
HAYKOBOMY Mri€HI4HOMY LieHTpi 3a ampecoto: 254660, m.Kuis-94, Byn.
[onynperixa, 50.

3 gHceprauielo MOXHa O3HaioMuTHCS B GibnioTeni Ykpainchkoro
HaYKOBOIO Mr€HIYHOTO LEHTPY 3a anpecoio: 254660, m.Kuis-94, syn.
INonynpenka,50.

Astopedepar posiciaHuii 38 " OO0 * 1997 p.

Buenuii cexperap

CrienianizoBanoi Buenoi Pajy,
Kaumuaat GioNOrYHUX HayK I.B.Credanosudy



/47

BCTYII

ARTyanbHicts TemH. OpHiclo 3 HalBAXUIMBILIMX 33034 MeQHYHOL
reHeTHKM B YKpaiHi € PpO3BHTOK METOMIB KOMIUIEKCHOI MNpeHaTalbHOl
MIarHOCTHKM npupomkenux Bagy po3utky (IIBP) Tta xpomocomuux
3axBopioaHb Iwioga. Lle oOyMOBIEHO BMCOKOK MOMYIALIHHOI HacTOTOIO
JaHOi TNATOJIOril, MIACHIEHOI HECTIPHATIIHBHM €KOJIOTIYHHM CTaHOM Ta
Hacyigkamu aBapii Ha YopHoOumbekii AEC. BaXUtHBHM €TanoM KOMILIEKCHOL
MPEeHAaTATBHOI MiarHOCTHKH, MOPSA 3 YABTPa3BYKOBMMH Ta iHBA3HBHHMH
JIOC/IDKEHHSIMH, € CKPHHIHI MapKepiB MaTtephHCbKOi cuposatk (MC), akuii
Gepe moyarok y 1972 poui, komH Brepile Gyo NOBLIOMIEHO NpO 3B'A30K
nigpmmenoro pisus  a-teronporeiny (A®I) B amHiOTHYHIA piaMHI Ta
cuposarui Marepi 2 aHeHuedaniero wioma [Hino et al., 1972; Wald et al,,
1972]. 3 Toro yacy Hakonuyeho Garato gaHux mpo 3MiHH MapkepiB MC sk
npu TBP mnona [Burton, 1989; Grandall et al., 1983; Wald et al., 1983], Tax
i pH XPOMOCOMHHX 3aXBOpIOBaHHAX, 30KpeMa c.Jlayna [Cuckle et al., 1984,
Mancini et al., 1991, Wald et al., 1996].

Ha Tenepiluniii yac ckpuHiHr MapkepiB MC mHPOKO BHKOPHCTOBYETHCS
y Garathox KpaiHax cBiTy. 3 omHoro Goky, BiH minBuilye S(hEKTHBHICTH
Y/IBTPa3BYKOBOTO CKPHHIHTY, TaK fK 3MiHa piBHa A®MII cynpoBomxye psan
[IBP mwiopa, mo poOMTh MOXIMBMM UUIECTIPAMOBaHMH TMOWYK Bal B
chopMOBAHHX TpyTax BHCOKOTO pusHKy [HdyGummua, 1990; Grandall et al.,
1991; Szabo et al., 1988]. 3 iHwOro, NO3BOJISE OLIHUTH PH3HK HapOJUKEHHS
JMTHHH 3 XPOMOCOMHOIO MATONOMEI, 3MACHUTH AHepeHuifoBaruil minXia
IO MpH3HAYCHHS iHBa3HBHUX JOC/IIXEHb SK MOJIOJMM MaTepaM, TaK i XiHKam
crapwoi BikoBoi rpynu [Wald and Cuckle, 1988; Fisher et al, 1990;
Mancini et al., 1992].

HesBaxalouu Ha BEJMKY KUIBKICTh NOCHUDKEHb B ramysi CKpPHHIHTY
mapkepis MC Ta nokasany eeXTHBHICTh B BHSB/IeHHI naronorii mioxa [Chi
Le-Ha, 1995; Fisher et al.,, 1996], Ha ceoroguiluHii AeHp pan npobrieM
JaTMIIAEThCS aKTyanbHUM. OCTaTOYHO He BHpIilleHi MHTaHHA BHOODY TaKTHKH
NMpeHaTaTbHOI JHArHOCTHKH B TPYmi XIiHOK 3 migBHlueHuM pisHem A®II,
OUIHKA iHIHBIIYaIbHOTO T'eHETHYHOIO IPOrHO3Y.

EdextuBnicTe npodIaKTHKH XPOMOCOMHHMX —3aXBOpIOBaHb, 30KpeMa
c.JlayHa sk HalbUIbI 4acTOi MATONOTII, 3a/leXHTh Bil MACOBOTO MpPOBENECHHS
CKPHHYIOUHMX TpOrpaM, WO MiIKpecmioeTscs B Garathox poborax [Cuckle et
al, 1989; Petrocik et al., 1989): {Quuax obeminystina  pariTHux 3
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BHKOPHCTAHHAM MaKCHMA/BHOI KUIbKOCTI MapKepis B YKpaiHl YTpPYAHEHO.
Tomy HeoOXinno suGpatn MapkepH, SKi MalTh HaHOLIbLIY MIArHOCTHYHY
uinnicte. KpiM TOro, HemocrathHi iHGOPMaTHBHICTH CKpHHiHry c.Jlayna
nopieHAHO 3  jiarHocTHkolo IIBP, HasBHICTE [OMWIKOBOHETATHBHHMX
pe3y/bTaTiB He NO3BOJAIOTE BHABMTH BCi IVIOAM ¢ TpHcomiew 21. 3 inworo
GoKy, olepXaHHi NOMHIKOBONO3MTHBHUX Ta FEPEKPHBAIOYHXCH JIaHHX
3aBHIYE TNOKa3aHHS V19 iHBA3HUBHMX JocmigkeHb, ToMy aKTyanbHOIO
npol/IeMoI0 € BHBYCHHS ChelMiYHOCTI 3MiHM CHPOBATOYHHX MApKepiB NpH
XPOMOCOMHMX 3aXBODIOBaHHAX; (DaKTOpiB, BIUIHBAIOYHMX HA JOCTOBIPHICTH
Pe3YJIBTATIB. '

OcraroyHo He po3pobnieHi MeTONWYHI Ta OpraHi3aUiiiHi acnexTH
CKPHMHYIOYHX MpOrpaM, HE BH3HA4YeHi ONTHMANBHI CTPOKH TecTyBaHHH,
JMHaMiKa 3MiH MapKepiB B 3aJeXHOCTI Bii TepMiHy BariTHOCTI, iHIMBiNyanbHa
TPAKTOBKA Pe3yNbTATIB B OLiHLI IEHETHYHOIO PH3HKY.

Bhacninok 1poro, Merow IOCTILKEHHd € BHBYEHHS pO/i CKPHHHHIY
MapKepiB  MaTepHHCBKOI  CHpPOBaTKH B  MpeHATIbHIH  JgiarHOCTHLI
TNIPHPOIUKEHHX Ball PO3BHTKY Ta XPOMOCOMHHX 3aXBOPIOBaHb IUIOAA.

3apnanng KOCTIEeHHS.

1. Busnauntu 6Ga3oBi i rpann4Hi pisHi Mapkepis MC B 1 i 2 TpuMmecTpax
BAriTHOCTI Ta (PaKTOPH, AKi BIUIMBAIOTh HA Bapiallii MOKA3HHKIB.

2. BcTaHOBHTH XapakTep 3MiH MOKAa3HHKIiB B aMHIOTH4HiH pimuni (AP)
NPH NPHPOKEHKX BaJaX PO3BMTKY Ta XPOMOCOMHHX 3aXBOPIOBAHHSX IUIONA;
OLIHHTH AiarHOCTHYHY 3Ha4ymicTh GioXiMiYHOIO aHami3y aMHIOTHYHOT PLIMHH
JU18 BHABICHHS LIHPOKOIO CMeKTpa MaToJorii wioja.

3. BupunTi inpopmaTHBHICTS SMin Mapkepis MC npu c.Jlaysa y mioza.

4. OuinutdH edeKTHBHICTH CKpHHiHTY Mapkepis MC sk erana
KOMIUIEKCHOI npeHatTanbHOi miarHocTHKH TIBP Ta XpoMOCOMHHX 3aXBOpIOBaHb
wiosa. :

HaykoBa HOBH3HA JOCHIUKEHHS.

1. Briepiie BCTaHORMEHA 3a/€XHICTh PiBHS XOPIOHIYHOIO FOHAOTPONIHY
(XI') B cHpoBaTii Bil BiKy MaTepi, OTpMMaHO piBHSHHA perpecii, sfKke
JI03BOJISIE OLHHTH Pe3y/IbTaTH CKPHHIHIY 3 KOPEKLi€l0 Ha BiK.

2. Bu3HaveHa BHCOKA [JiarHOCTHYHA LiHHICTH cKpuHiHry MC A®IT gns
(opmyBaHHS TPyN BHMCOKOIO DH3MKY [O MNPHPOIXEHHM BaJaM DO3BMTKY 3
Mi3HBOK MaHiecTaLi€ro.

3. Bnepie BCTaHOBNEHO, WO PONMHHI TNEPHUEHTPHYHI iHBepCii
XpoMOCOMH 9 y mioja CynpoBOIXYlOThcs 3Minamp MC A®Il rta XTI,
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nopibuumu g0 3min npu  cJlayna, 1 SBAMIOTBCS OOHIEID 3 NPHYHH
NOMHITKOBONIO3HTHBHAX Pe3yJIbTATiB.

4. Briepie 3HaiiieHa nMpsMa KopeJisilliiHa 3aneXHicTh 3MiH piBueit MC
A®IT ta XI' npu tpucomii 21 y miona Bl TepMiHy BariTHoCTi, mizipasi
OINTHMANTbHI CTPOKH TECTYBaHHA I KOXHONO MapKepa.

5. Creopenuit HOBMHi pandpepeHUiHOBaHMI mMiEXin i3 BpaxyBaHHAM
mapkepie MC nio copMyBaHHS Ipyn BHCOKOIO TEHETHYHOIO PH3HKY Ta JIO
NPH3HAYEHHS iIHBA3UBHHX JOC/IUKEHb.

Teoperu4Ha i MPaAKTHYHA 3HAYYIIICTD NOCTIPKEHHS.

1. [TopibHa nrnamika A®II i X' B cHpoBaTwi Ta aMHIOTHYHIH piIMHI Y
BMNIANKAX TPHCOMIi 21 Ta NMEpHIEHTPHYHOI iHBepCii XPOMOCOMH 9 no3BonHna
BUABHTH JOJATKOBI YHHHHKH, SKi NOBHHHI BpPaxOBYBAaTHCA NpH (OPMYBaHHI
Pyl BHCOKOIO MeHETHYHOIO PH3HKY.

2. PospoGnieni 6a3oBi Ta rpanmyni pisdi APII ta XTI Bing 6 1o 21 THXHA
BAriTHOCTI, SKi MOXYTh BMKOPHCTOBYBAaTHCA B yciX naboparopiax Ykpainu,
SKi NPALIOIOTh 3 IMyHO(hepMEHTHHMH TeCT-CHCTEMAaMH.

3. Bubip onTHMalbHHX CTPOKiB M8 aHamisy mapkepis MC npu
piarHocTHui c.JlayHa JO3BOJMB TIABHIIMTH e(DEKTHBHICTD CKDHHIHTY 3a
pPaxyHOK 3HHXEHHS MOMHIKOBOHETaTHBHHX PE3y/bTaTiB T4 MaTepialbHHX
3aTpar.

4. YpockoHaleHWil TPamMUIHHMA TiOXil JO NPH3HAYEHHA iHBAa3HBHHX
HOCTIKeHb BAriTHUM BIKOM MOHad 35 poKiB.

5. 3anpononopaHa cxemMa MpOBENEHHS KOMIUIEKCHOI TNpeHaTanbHOl
MIaTHOCTHKH 3 BHKOPHCTaHHSIM CKPHHIHTY Mapkepie MC, ska nigBuuiye
pusisienns [IBP ta XpoMOCOMHHX 3aXBOPIOBaHb I101A.

6. TlokazaHa HeoOXiEHICTH Ta [OUUIBHICTD BpaxXyBaHHs pesymﬁans
mapkepis MC mwis topMyBaHHA TPyl BHCOKOIO aKyIIEPChKOIO PH3HKY, IO
PO3LIAPIOE MEXI TPAaIMUIHHONO BHKOPHCTAHHS CKPHHIHTY MAaTepHHCBHKOI
CHpPOBaTKH. ’

BnpoBaxxenns B npakTHky. OiepxxaHi pe3y/IbTaTH NMOKJaleHi B OCHOBY
CKPHHYIOYMX MpOrpaM, sKi mpoBofaThcs JIOHENBKHM MiXOOGIacHHM MEIHKO-
reHeTHYHHM ueHTpoM B Joxeuskid obnacri. Pospobneni 6a3oBi Ta rpaHHuHi
pisi A®II i XI' BukopucTOoByloThCH B sabopatopifx [loHenbkoro
HiarHOCTHYHOTO weHTpY Ta JIyraHChKOrO MEIMKO-TEHETHHYHOIO LEHTpY, B
po6oTi XIHOYMX KOHCY/IbTali# i NMOMOrONONOMIXHHX 3aKiamiB JloHeubKoi Ta
Jlyrancekoi obnacrei.



Meniiko-reHeTHYHe  KOHCYIBTYBaHHS Ta IPH3HAYEHHA 1HBA3MBHHX
METOJB NOCHIIKeHHd BATiTHHM CTapilOi BIKOBOI TPYNH i MallieHTKaM, siKi
MalOTb B aHamHe3i AMTHHY 3 c.JlayHa, NpPOBOAMTBCH 3 BHKOPHCTaHHAM
po3spobieroro IHdepeniiioBaHOIO MiAXOAY.

Ha mincrasi pesynsratie pofoTH BHOaHI METOIMYHI peKOMeHHaLii
"l'opmMoHomMarHocTHKa naronorun Gepemennoctu” (Honeuk, 1995).

3aBAsSKH BNPOBA/DKEHHIO CKpHHIHTY Mapkepis MC B JloHeuskiii obnacri
3 1992 mo 1996 poxn mnmTOMa Bara NpPHPOLKEHHX BaJ PO3BHTKY B
nepHHATAMBHIN CMEPTHOCTI 3HU3WNacs Ha 4.5%, B mursdiii — Ha 5,1%.

OcHoBHi nojoXKeHHS, SKi BHHOCATLCE HA 3aXHCT.

I. Ocnosolo s mposegeHHs ckpuHiHry A®II ta XI' e Bu3sHaueHHs
6a30BHX Ta PaHWYHHX PiBHIB; ONTHMAIbHHX CTPOKIB TeCTyBaHHs; (hakTOpiB,
BIUTHBAIOYHX Ha Bapiallii MOKa3HHKIB.

2. Bararounnnuii ananis AQII Ta XTI y cupoBartui i aMHIOTHYHIN pifmHi
JI03BONSE BHABMTH IPYNH BHCOKOTO FEHETHYHOTO PH3HKY Mifl 4ac BariTHOCTI.

3. Bukopucraung ckpuHinry MC A®II ta XT' nigeuiye eeKTHBHICTL
KOMIUIEKCHOI MpeHaTanbHoi fiarHocTHkH [IBP Ta XxpoMOCOMHMX 3aXBOpIOBaHb
miona.

OcobncTHil BHECOK B po3po0KY OCHOBHHX NOJICHKEHb, SKi BHHOCATHCA
Ha 3axucr. [ucepraHT OCOOMCTO 3ampOBafiMB NPOBENEHHS CKPHHYIOYHX
nporpam B Jloreuskid obnacti, po3poOHB aHKeTH VIS peecTpauii BariTHHX
XiHOK 1 300py KaTaMHEeCTHYHHMX JAaHMX. [uceprantoM ocobucTo
BHKOHYBAJTHCH iMyHOGepMeHTH, iMyHoduIyopecueHTHi,  Oioximiusi
HOCHUIKEHHS, 8 TAKOX CTaTHCTHYHMI aHai3 OfEPXKaHMX JaHMX. ABTOpPOM
CaMOCTIHHO oOnpauboBaHi pe3ylbTaTH poOOTH Ta MIATOTOBNEHHH TeKCT
AMCEpTALil.

AnpoGanis poBorn. OcHOBHI NOJOXeHHS AWCepTaWiitHoi poboTH
ponopiganics  Ha:  MiksapoaHiii  kondepenuii "PaHHs mnpeHartanbHa
miarHocTHKa mnaronorii  miopa" (Bepecens 1990, [Ilpara); Bcecolwssiii
HayKOBO-TIpaKTH4HiH  KoH(epeHuii "IlpeHatanbiuii Ta  HeoHaTanbHMI
ckpuHinr” (mucroman 1990, Xapkis); 2-my BcecolosHoMy 373mi MemwaHmMX
reHeTHkis (rpyaens 1990, Anma-Ata); 2-My 3%30i MEOMYHHX TeHETHKIB
Vkpainn (xosrens 1995, JIssis); 28 Konrpeci €sponejicbkoro ToBapucTsa
MenMyHUX TeHeTHKiB  (kBitenp 1996, Jlonmow); Kondepenuii  no
npeHaTanbHiil giarnoctuii B LlenrpanbHux Ta CXiHOEBPONEHCHKHMX KpaiHax



(eepecerp 1996, INpara); o6nacHHX, MICBKHX Ta MiXpaHOHHHX ceMiHapax Mo
MeanuHii redetuui (1990-1996 pp.).

IlyGnikawii. Mo Temi auceprauii omyGmikosaHo 11 gpykosawHx pobir,
BHIAaHI  METOAMYHI  pEeKOMEHJallli, ojepkKaHOo 2 MOCBUMEHHA Ha
pauioHani3aTopchKi MPOMNO3MILii.

06'em Ta cTpykrypa poborn. Quceprauiiina poboTta BuxiianeHa Ha 136
CTOpiHKaX MAIIHHONIHCHOTO TeKCTy, CKJIaNaeThcad i3 BCTymy, OISy
JiTepatypH, 4 IIaB RIACHMX JOCTIIXeHb, 3aKiHYEHHs, BHCHOBKIB, CITHCKY
nitepatypd. Texct nmceprauii imoctposaumit 18 Tabmumuammu Ta 15
MamioHKamMi. CHCOK JliTepaTypH MicTuTh 179 Hazs.



3MICT POBOTH

Marepians i MeToaH NocIiKeH .

OOGcrexenns: pariTHux xiHok [omeupkoi obnacti Ha o-deronpoTein
(ADII) Ta xopioniunmii ronagotponin (XI) 3pificHioBaniock B JloHelbKOMY
MiXOG/IACHOMY MEJIHKO-TEHETHYHOMY NeHTpi. AHami3 BUKOHyBascs 3 14 no 20
THXOeHb BariTHocTi. Ha KOXHY XiHKYy 3anoBHIOBAIACH CHELIANbHO
pospollieHa aHKeTa i3 3a3Ha4YeHHAM BCTAHOBeHHOro Ha Y31 TepMiny
BariTHOCTI, AHAMHECTHYHHMH  JIaHHMH, BIIOMOCTAMH 3  DOJOBOLY,
0cOOMHBOCTAMH NMPOTIKAHAS BariTHOCTI. .

3 1991 no 1995 pp. obcrexeno 39435 xinox. 3abip BeHO3HOI KpOBi
(4-5 mn) 1 BigiIeHHS CHUPOBATKH BHKOHYBaTH B [lonemskomy MMITL Ta
XiHoyux KoHcynpTauwisx M. Jloveupka i Jloweupkoi obnacTi. AMHIOTHYHY
pilMHY OHepXYyBaTH MeTofoM TpaHcaGnoMiHaipHOi acmipauii 3 17 no 24
THXIOeHb BariTHocTi B [Joneuskomy MMI'LL

Pienp A®II ta XI' B cHpoBaTui MaTepi i AaMHIOTHYHIH pigHHi
BUMIpIOBANTH METOOM iMYHO(EPMEHTHOTO aHanii3y 3 JOMOMOIOK TECT-CHCTEM
I®PA "Xopdman-Jis Pow" (IlIseiinapis) [Staehli et al.,1983]. Pisens
FOPMOHIB TIPOJIAKTHHY, MPONECTepOHy, eCTPalioNly BH3HAYaH B CHpOBATII Ta
aMHIOTHYHIH piMHI iMyHOGQUTYOPECLIEHTHHM METOIOM Ha JiarHOCTHYHHX TecT-
cucremax "Delfia” ¢ipmu Pharmacia-€allac (BenukoGpurania) [Hemmila,
1985]. Amnaniz auerwnxonivecrepasi (AXE) B amMHIOTHYHIA  pimMHI
MPOBOIMBCA METONOM eftexTpodopesy no Myxamemkanosy [1971].

Basosi piBni MapkepiB BHpaXanH y BHDISAl MemianH. [lnis po3paxyHKy
menian Oyino sukopucraso 200 3pa3skis cHpoBaTkH Ta 50 3paskiB aMHIOTHYHOT
pilHHH 19 .KOXHOMO THXHA BaritHocTi. B KOHTponeHy rpyny s
suzHadeHHs Oaszopux piBHed MapkepiB Oym BiniOpani XiHKH, y SKHX
BariTHOCTI mpoTiKamu Ge3 ycknalHeHb Ta 3aKiHYWIHCA HApOMIKeHHAM
300poBOi MMTHHH Baroio B 3 o 4 kr. Opepxani 3xavenns A®II i XT
BHDAXATH CKJIANOBOKO Bil MelianM i nosHavams MoM 3a MiXHAPOIHOW
TEPMIHOJIONIEID.

Kom6Ginosanuii pusuk mati mwiif 3 c.Jlayna (no pisaio MC A®II, XT Ta
BIKy MaTepi) pospaxoByBaiH 3riiHo npuHuuny Wald and Cuckle 3 monomo-
roo pospobnenux asropamu Tabmuub [Wald et al., 1987; Cuckle, 1995].

MarematiyHa oOpoOka pe3ynbTaTiB BHKOHYBaTach Ha KOMI'IOTEpi
IBM PC/AT 386 3 sukopucranuam nporpamu STATGRAPHICS sepcii 3.0
¢ipmu Statistical Graphics Corporation (CLLIA).



PesyibTaTH A0CHiKeHb Ta iX 00ropopeHns.

OCHOBOIO JUI MpOBEJeHHA JOCHUIDKEHb cTama po3pobka Ga3oBHX Ta
rpaHH4YHHUX piBHEH MAapKEpiB y CHPOBATLI MAaTepi i aMHIOTHYHIA pimMHi 3 6 no
21 THXHeHb BariTHOCTI, TOMY WO iX BapilOBaHHA 3IEXHTH Bil MeETOLY
Bu3Ha4yeHHs (tabn.l).

Huxna rpanuug Hopmu mwis MC A®II — 0,6 MoM, Bepxna rpaHuig
HopMu — 2,5 MoM. Po3max konuBaHe HopManbhux 3Hayenb XI' ein 0,5 mo 2
MoM.

Tabnuna 1
Bazoei Ta rpanmyusi pisai A®II i XT B cupoBaTui Marepi
Tepmin A®II, ME/Mn XTI', MME/Mn
BAriTHOCTI : HHXHS-BEPXHA z HUXHS-BEPXHS
(rixn,) MeliaHa IpaiTs MefiaHa .
6 3,34 2,0-8,35 90,82 45,41-181,64
7 4,18 2,50-10,45 123,72 61,86-247,44
8 6,07 3,64-15,17 153,81 76,90-307,62
9 8,28 4,96-20,70 119,73 59,86—-239,46
10 10,51 6,30-26,27 98,69 49,34-197,38
11 12,45 7.47-31,12 96,26 48,13-192,52
12 14,14 8,48-35,35 86,41 43,20-142,82
13 17,73 10,63-44,32 73,14 36,57-146,28
14 23,71 14,22-59,27 67,61 33,80-135,22
15 29,56 17,73-73,90 40,73 20,36-81,46
16 33,25 19,95-83,12 33,95 16,97-67,90
17 39,75 23,85-99,37 33,07 | 16,53-66,14
18 43,68 26,20-109,20 32,28 16,14—64,56
19 48,28 28,96-120,70 31,75 15,87-63,50
20 53,97 32,38-134,92 31,69 15,84-63,38
21 58,84 35,30-147,10 28,54 | 14,27-57,08

dakTopH, sKi BIUIHBAlOTh Ha BapiloBaHHs piBmeli mapkepis MC.
BaxJiMBol0 YMOBOIO MilIBHILEHHS AIarHOCTHYHOI WiHHOCTI Mapkepis MC y
BHAB/ICHHI TATOJIONII IUIONA € BW3HAYEHHA CTAHOBHIL, SKi NPHBONATH JIO
cxoxux 3Min ADII i XT.

BcTaHOB/IEHO, IO NpH BariTHOCTAX 3 MATONOTiAMH IUTaueHTH piseds MC
A®II i XTI nigeuinyerscs OUTbIN HIX ¥ 2 pasH NOPiBHAHO 3 HopMolo. Cepenti
3HaueHHsd cTaHOBWIH: A®II - 24240,14 MoM, XI' - 2,6910,21 MoM
(y xowrpomsHiii rpymi 1.14+0,03 i 1,1840,04 MoM sianoeigHo,




P < 0,005). Busenena 3aNeXxHICTh AEMOHCTpYE HeOOXUIHICTh UUIECHpsi-
MOBaHOroO nowyky npu Y3l nmarosoriil IUaueHTH y XiHoK 3 piBHamMu MC
A®I1 i XT paue 2 MoM.

Bimoma 3anexnicte A®I1 i XI' Big Bard marepi, COMATHYHHX
saxsopioBanb [Wald et al., 1981; Fisher et al., 1986], ane neransne
JOCIlIXeHHs BIUTHBY BiKy martepi Ha piBenb MC XI' we mpoeomwiocs. Hamm
Briepllie 3HaHIeHa 3BOPOTHA KOpefiliiiHa 3aleXHICTh MiX BiKOM Marepi Ta
smicroM MC XT (r = 0,695, P < 0,01), onxcyBaHa piBHAHHSM

y = 1,215 - 0,0048x,

Iie x — BIK BariTHOI, y — o4iKyBaHH#H piBers XTI

3a nonoMorol PiBHAHHA PO3paxoBaHi BIKO3alIeXHi cepelHi 3Ha4YeHHS
MC XI' i BepxHS rpaHHUs HOPMH, Ha OCHOBI SIKMX TNOTPIOHO OUIHIOBATH
pesynbratd. Ha nepumit normsn, konusanns XI© wesnayui, sig 1,128 MoM B
20 poxis no 1,023 MoM B 40 pokiB. Take BapiioBaHHi He BIUIMBAE Ha
po3noaul Mapkepa B HOpMIbHIA momynsauii, OAHaK BHKOPHCTAHHS MpH
ananizi MC XTI xopekuii Ha Bik Marepi 103Bonse Ha 25% 3HM3HTH KUTBKICTH
NOMWIKOBOMO3UTHBHHX ~ Pe3ylbTaTiB CKPHMHIHTY, OCOOMHBO Yy MOJIOOMX
MaTepiB, V1A AKHX BEePXHS IPAHHLA HOPMH CTa€ BHIIOK.

AHam3 KaTaMHeCTHYHMX JaHHX NoKasas, wo miasHuwenns MC A®II i
XI' cnocrepiraioch TakoX mnpH Manosonui (64%), nepemyacHux 1
ycknanHeHux monorax (71%), HaponXeHHi AMTHHH Barol0 MeHmW 2,5 Kr
(62%), 3arubeni AMTHHH B paHHIA HeoHaTanbHHE nepion (63%). Lle Bkasye
Ha HeoOXIOHICTH i IOLUIBHICTH BpaxXyBaHHS pesynbTaTiB ckpuHinry MC A®II
1 XI" npH popMyBaHHI IpyN BUCOKOTO AKYLIEPCHKONO PH3HKY.

Oco6muBocri 3mis mapkepis MC npu IIBP mnoja.

Busuenna paunamiku MC A®Il npu nedexrax HeBpaibHOi TPYOKH
(OIHT) Ta nepenHboi 9YepeBHOL crinku (QITYC) mnoga mokasano, miO o-
¢eToNpOTEIH PI3KO MIABHILYETHCH MPOTH HOPMH SK B CHpOBATI, TaK i B
amuioTHyHii pinuHi. Pisens MC XI' nopiBHSHO 3 KOHTPOJBHOIO TIPYIOI0
BHPOTIIHO He 3MiHIoETheA. PisHi cTymeHi momkokens 06yMOBTIOOTH BiIMiHY
cepennix 3HaveHs A®II npH nopieHsHHI okpemHX naronorik (P < 0,001):
5,58+0,29 MoM (aneHuedanis) i 3,56+0,16 MoM (cnHHO-MO3KOBa Kuia);
4,2240,26 MoM (ractpownsuc) i 3,05+0,14 MoM (omdarnouene).

Onepxani fgani nokasamk, mo nigedenns MC A®IT xapakrephe He
tutbku it JIHT ta JIMTYC, ski B 6inbimocTi BUNANKIB He SBIAIOTH CKJIATHOCTI
IS JHATHOCTHKHM TiTbkH MetofoM Y3JII, ame # mna wedpo-ypHHApHHX
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aHOM@IH, NATONOrH UUIYHKOBO-KMLIKOBOIO TPakTy, CTATEBOI CHCTEMH.
BigMiHHOW PpHCOI0 UMX Bal € Te, 1O B Pall BHNAIKIB BOHM
XapaKTepu3yloThcsi  Mi3HBOIO  MaHigpecrauielo. Tomy Bizyamizanis 3a
gonoMorolo V3l B TepMiHH, MOCTYNHI MUI4 TEPCPHBAHHA BariTHOCT,
yrpynHena [I'pedanina, 1992; Pomamina Ta imui, 1994). B niteparypi
3yCTpi4aloThcA TUIBKW YpHBYacTi BitomocTi nmpo migsnwenns MC A®II npu
rizpoedposi, NOMIKICTO31 HHpOK, rigpouedanii [Seppala et al., 1976;
Chemke et al., 1977]. B xommnekci gunamika A®Il mpH uMX Bagax He
BHBYANAacs. :

Pe3ylbTaTd HalIMX JOCHIIXeHb MEpeKOHWIHBO CBiI4aTh Mpo Te, LIO
nigsuiienHs A®Il B MaTepuHCHKIH CHMpOBarii, AMHIOTHYHIA piIMHI Ta
nosutHBHAi AXE-TecT € HOKIHIYHOKI O3HAKOK TMi3HBOMaHI(eCTylouHX Bag
PO3BHTKY MUIofa, OCOOIHBO i30/IbOBAHMX Bal HUPOK Ta rimpouedanii (3 33
BUABNEHAX matonorifi HHpok MC A®II 6ys 3minenuit B 100%, a Y3 no 20
THXHIB giarHocTyBaio Tinekd 48% Bunankis). Ile obymommoe o6or's3kose
BKJIIOYEHHS XKIHOK 3 HEMOsCHIOBaHO minBuiieHuM piHem MC ADII B rpyny
BHCOKOTO FeHETHYHOIO PH3WKY, He JMBJISYHCH Ha BIUICYTHICTh BaJ PO3BHTKY
NpH ynbTpasByKoBoMmy pocnimkenHi. INonanbime obcTeXeHHs 3a [ONOMOro
pumipie ADIT 8 AP ta AXE-Tecta N03BONSE OLUHMTH CTYNiHb PH3HKY i
BHOpaTH ONTMMAIbHY TAKTHKY [PEHATAIBHOI MIATHOCTHKH 13 3alyiaHOBaHMM
Ta uutecnpamosaiuM nourykoM IBP mnopa.

Ouinka giarHocraynoi 3Hagymocti APII-ckpuniHry B NpeHaTaIbLHIN
miarsocrai TIBP miona.

JiarsocTayHy 3HauyIicTh KoMruiekcHoro AMII-ckpHHIHTY y JiarHoCTHLU
Bajl TUTOfla MOXHA OLIIHHTH, MOPIBHIOIYH BHECOK LOTO METO/a B BHSB/ICHHS
pisuux rpyn INBP miopa npu Y31 (man.1).

Ananis nokasas, Mo A®II-CKpHHIHT  TiIBHIUYE  9(EKTHBHICTH
Y/IbTPa3ByKOBOi ~ JHATHOCTHKH NPHPOMKEHHX  Bal PO3BHTKY  IUIOLA.
HiarnocTHyHa uiHHicTh APII-cCKpHHIHTY pi3Ha B 3aneXxHocTi Bif Thmy IIBP.
Tak, npu anenuedanii 98% eusrnsemocti palors i Y31, i A@Il-ckpuninr. B
[iarHOCTHUI BiIKpHTOi crMHO-Mo3koBOi KuWnH Ta JITYC ananizs MC A®II
MiBHILYE KUIBKICTh BHARMAeMOi nartosorii npH Y3]1 na 35% i 14%
sianoBigno. HaiiGineuia pons ckpuninry A®I1 B miarHocTHLI i301bOBaHHX Bal
HUpoK (52%) 1 rinpouedanii (78%) NOACHIOETBCA  IHAMBIIyaNbHHM
3alUIAHOBAHMM MoOWIyKoM Ban npH Y3Jl B Ipymax BHCOKOrO pH3HKY,
cthopmoBanux no pisaio MC AQIIL
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Bcroro B xomi ofcTexeHHs BariTHHX XiHok [loHeuskoi obmacti npu
KOMIUIEKCHOMY BHKOPHCTaHHI CKpHHiHTY MapkepiB MC Tta Y3]l BusenesHo
227 npHpOIKeHHX Ball PO3BHTKY IUIONA. PeTpocneXTHBHMI aHaI3 HACTIAKIB
BAariTHOCTEH 13 JOCHUDKYBaHOi TpPYNH XiHOK MOKa3as, INO CTYyIliHb
pugpisemocti [IBP mwiona cknas 82,5% (cymapua 3pathicts Y3 B
3HaXOKeHHI po3noBciomxeHnx Bal — 70% [[peuanina, 1992]).

Takum uyHHOM, edeKTHBHICTL npeHaTanbHoi miarHocTHkH [IBP miopa
npu KoMiuiekcHoMy Bukopuctanti Y3]I ta ckpuninry MC A®I] 36insmmnacs
Ha 12,5%. Ouinute edext wporo 30UMbieHHs MOXHAa Ha IACTaBi
CTATHCTHYHHX JAHHX MO fieMoTpadidyHIM MOKA3HHKAM.

B wm]loneusKy, n€ CKpHHyW4Ya NporpaMa ITPOBOJMTLCA MAacoBO Ha
npoTs3i 3 poKiB, BUIMIYEHO 3MEHIIEHHA KUTHKOCTI HOBOHapomkenux 3 [IBP 3
24,0 B 1994p. no 20,8 B 1995p. na 1000 napomxenux xuumu. B uinomy no
Honenekiit obnacti 3 ypaxysanuaM 41% o6Gcary BeiX BariTHHX 0GCTEXEHHIMM
Ha Mapkepd MC Tta 69% VY3[-cKpHHIHIOM, NHTOMa Bara BpPOIKEHHX
aHOMaJlii B CTPYKTYpi NPHYHH AHTAYOI CMEPTHOCTI 3HM3WIMCE 3 31,6% B
1994p. no 27,7% B 1995p.

Ha ocHoBi npoBeseHHX HOCHIXeHb po3poblieHa cCXxema NpeHaTambHOT
marboctiks [IBP mnopa, B sKiil B3a€MO3B'S30K Ta CHAJKOEMHICTh METOMNIB
ITJ1 go3BONAOTH HOCATTH MAKCHMATBHOTO BHSRIEHHS naTosorii (Man.2).

B xomi npopeneHHs CKpHHinry saritHux JloHeupkoi ofsmacTi, no piBHIO
mapkepis MC A®II i XI' chopmoBana rpyna pusuky (817 XiHoK), B sKiii
BuaBneHo 40 XpoMOCOMHMX naTtosioriii mioga, npejcraeiensx B Ttabn.2, a
TaKoX 35 BuNafKiB CiMEHHWX NEPHUEHTPHYHHX iHBEpCiid .XpoMocomu 9 y
wiofa. :

HaiiGinbiy nuToMy Bary 3aiiMae c.JlayHa, TOMy [ETATbHO BHBYEHA
OMHAaMiKa MapKepiB MPH LBOMY 3aXBOPIOBaHHI.

Mapkepu MC npu c.Jlayna y mwioga.

HeoO6xinuicTs po3pobkH MeToliB BiOOpY XiHOK B IpyNy PH3HKY TO
cJlayna oOyMOB/IEHa BHCOKOI MOMYMALAHOI YacTOTIO Li€i matosiorii, sKa
cknanae B Jloneupkiit obnacri 1 va 736 HoBoHapomkeHHX [ApGysopa, 1996].
Bpaxosyioun sanexnicts c.JlayHa Bil BiKy MaTepi, MOKa3zaHy B YHC/IEHHHX
HOCNIDKEHHSX, HanpsM Ha IHBAa3MBHY TIPEHATATbHY [IATHOCTHKY XIHOK
cTapuioi BiKOBOI [PYIIH € OCHOBHHM MeTONOM HPO(QUIAKTHKH TpHcOMii 21
[Palomaki et al., 1987; Wald and Cuckle, 1988]. npore Takuii mingxin Ha
Yxpaini He MOXe BIUIHHYTH Ha 4acTOTy MNaTojiorii, TakK fK XIHKH BiKOoM
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Ginbie 35 poKiB cK1aNaloTh cepell Beix BariTHHX He Ginbine 10% [ApOysosa,
1996]. Binbiua yactHHa Aited 3 c.JlayHa HapOIKYETHCA MONOJHMH MATEPAMHM,
TOMY MpOBeieHHS MacOBHX CKPHHYWOHYHX Mporpam JUis BariTHHX monome 35
POKiB SBNAETHCA B Wi Ipyni €IMHHM 3acO00M TONEPEIXKEHHS HAPOIKEHHS
niTel 3 TpucoMielo 21.

Tabmuusa 2.
Xpomocomui narosiorii nioja B rpymi BarirHuX
3 BHCOKHM KOMOIHOBAHHM PH3IHKOM
KapioTan mwiona KinbsKicTh
Tpucomis 21 18
Tpucomis 18 5
45, X0 4
69, XXX 2
47, XXY 1
47, XXX 2
46, XX / 47, XX,+ mar 3
46, XY / 46, XX 1
47, XX, + mar 2
46, XX, r (22) 1
46, XX, t (4:10) de novo 1
Bcoboro 40

OnepxaHi B XOfi JOCHIIXCHHS Pe3y/IbTaTH CBUIMATh Npo edeKTHBHICTh
ckpuninry cJlayda no pismwo MC A®II, XI' ta Bixy MaTtepi, B Xoi 4KOro
BHSR/IEHO Ta nepepeaHo 18 BariTHoCTeH 3 L€ MATOIONEW, 3 HAX 7 IUIOLIB Y
XKIiHOK Moomumx 3a 35 pokis. BusHaueni cepenmni 3HavenHs mapkepis MC
npu cJlayna y mnopa. Pisai A®II BHABWIHCS 3HHXCHHMH [OPIBHAHO 3
xourponiem — 0,76+0,05 MoM (B kourpomsHiit rpymi 1,12+0,06 MoM,
P < 0,05). 3nauenns XI' 36uibiueni: 2,68+0,47 MoM nporu 1,24+0,08 MoM
B KouTponsHii rpymi (P < 0,05). OnepxaHi JaHi y3ronxyloTbc 3 TEHACHLIEIO,
Bi3HayeHowo GaratbMa gocninHukamMu — c.JlayHa y miosa cynpoBOLXYETBCH
snuxenHsM A®II rta 36umbwennsm XI' y cuposarui marepi [Wald et al,
1988; Bogart et al., 1990]. 3minu xopioroHiHa npH TpucoMii 21 Guib
nokasopi nopiemano 3 A®IL: xonuentpauis XI' nepesuilyBana BepxHiH
pieens HopMu 2 MoM y 60% punankis, Tomi sk AQ®Il Gy Huxuye
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noporogoro 3xavennsi 0,6 MoM rtimku B 30%. Orxe, HiarHOCTHYHA
sHauywicts MC XTI' sx mapkepa c.layna puma, vix MC A®IL

Jins migBMILEHHS TOYHOCTI OUIHKH pe3ynbTaTiB CKPHHIHTY NPOBEIEHO
BHBYEHHS 3aleXHOCTI 3HAa4eHb MAapKepiB Bl CTPOKY TEeCTyBaHHs.
Bcranomneno, mo pieedb A®IT npu Tpucomii 21 y mnosna, BHMIpsSHHH B
14-17 Tuxuis OyB HHXumii nopisnsro 3 17-21 twxuamu: 0,54+0,04 MoM
ta 0,71£0,05 MoM (P < 0,05). Cepenne 3navenns XI' B 14-17 THxHis
1,8840,31 MoM, mumxue, Hix B 17-21 Tthxnems — 2,92+0,48 MoM
(P < 0,05). Perpeciiiiuii aHati3 BHABHB NPAMY KODeJMLIHHY 3aNeXHICTh MiX
piBHsMH MapkepiB npu c.Jlaysa Ta CTPOKOM BHKOHAHHS' aHami3y.
Koediuientn xopemsuii cknanmu 0,611 mms MC A®II, ta 0,538 mu XTI
(P < 0,001). Takum umHoM, OGUIbIN BHpaXeHa 3MiHa Mapkepis MC i Gutbin
ehexTHBHE BHARIEHHS Tpucomii 21 mocaraerbcs mpH AndepeHLifioBaHOMY
puMipioBanni Mapkepis: A®I1 B 14-16 muxuie, XI' B 17-21 THXIeHs
BAriTHOCTI.

Bax/MBHM MOMEHTOM B OLIHLUI pe3y/abTaTiB CKpHHIHTY € BHGIp
noporoBoro  KOMGIHOBaHOTO pu3uKy. [IpH 3HaueHHi TNOPOTOBOTIO PH3HKY
1:270, sikwit BiINOBiZa€ BIKOBOMY PH3HKY HAPOIXKEHHS NHTHHH 3 TPHCOMIEIO
21 nns 35-piyHOi XiHKH y 2 TpuUMecTpi, Buanocs BHABHTH 60% Bcix miomis 3
c.Jlayna (18 i3 30). KinbKicTs NOMHIKOBOTIOZMTHBHHX pe3y/bTaTiB ckiiana
5,11%. Opepxani pani no cryneHio BusBieHHs (60%) npu noporoBomy
pusnky 1:270 nomibui [0 iHWHX JOCHIXeHb, SKi NPOBOAWIMCH 3
BHKOpHCTaHHAM 2 Mapkepis Mareputcbkoi cuposatkd A®II ta XI' [Cuckle
et al., 1989; Goodburn et al., 1994]. Ognak KUTbKIiCTE NOMHIKOBOMO3HTHBHHX
pe3y/IbTaTiB MeHIUa MOpIBHAHO 3 NanMMH LuX asTopiB. lle obymorneHo THM,
WO B Haiii CKpuHyiou€H nporpami obos'askosaM Oyno mnposenenns Y31
nepest aHatizoM mapkepis MC, o NiBHUIYBaIO TOYHICTh NPH PO3paxyHKax
KOMBIHOBAHOTO PH3HKY 3aBISKH BipHO BCTAHOBJIEHOMY TEPMiHY BariTHOCTI.

IlepunenTpH4Ha iHBepcis XxpomocoMn 9 y wiofa SK 0lHAa 3 NPHIHH
NOMHIKOBOTNIO3HTHBHMX Pe3yIbTaTiB CKpuHIHIY c.JlayHa.

AHari3 KapiOTHINB IUIOAIB B TPYNi XIHOK 3 BHCOKHM KOMOiHOBaHHM
pu3MkoM mo Tpucomii 21 BHSBMB MIIBHINEHY YacTOTY POMMHHHX
NEepHUEHTPHYHUX  iHBepcii  xpomocomn 9, B  90% MarepHHCHKOTO
noxomkenns. B niteparypi nopinomieHs npo Take ssuuie He Gymo. Yacrora
per inv (9) B wiii rpynmi 1 Ha 28 ammionentesiB. ¥ Bunanxax per inv (9)
mapkepu MC Gynu 3miHeni Ginbin pi3Ko NMOPIBHAHO 3 TPHCOMiEID 21: cepenHe
snagenns A®IT 0,51+0,04 MoM, XI' - 5,1240,57 MoM. KowmruieKcHri#
aHani3 aMHIOTHYHO! PpiIMHH, npuBefeHWH B Tabn. 3, noxasas, mWo npH
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c.[layna y wiona pisetb A®I1 B AP He 3nHXeHHH, 9K B cupoBaTui. Bmict XTI
B AP 3Ha4yHO BHMUIMI KOHTpOJIIO, aHanoryHo 3 cHposatkolo. IepHuenTpHuni
iHBepcii XxpoMocoMH 9 y wiona cynpoBoaXysamcs 3nmxeHHsIM ADII ta XTI B
aMHIOTHYHIH pi/iHI.
TaGmuug 3
Bumict A®II i XT' B cuposari Ta aMmioTwumii pitnni npu Tpacomii 21
i nepunenTpHuHii inBepcii xpomocomu 9 y mwioxa (M+m)

Cficremont: sppu A®IT (MoM) XT' (MoM)
(n = 15)

Tpucomia 21
CHpOBaTKa 0,67+0,05* 2,6810,47*
AP 0,96+0,08 3,8440,46°A
[epuueHTpyyHa iHBEpCIs
cHpoBaTKa 0,5140,04° 5,1240,57°
AP 0,810,10% 0,3340,04°A
Kontpais (cupoBarka) 1,1240,06 1,14+0,08
Koutpoms AP 1,09+0,06 1,0410,07

BiporigHicTs BiIMiHHOCTEH NMOPIBHAHHO 3 KOHTPOJIEM:

*~P<005 °-P<0,001;

A_pc 0,05, siporigHicTh BIIMIHHOCTEH MiX BMiCTOM Mapkepis B AP
IpH TpHcoMii 21 i nepHUeHTPHYHIH iHBEpCii.

Onucani edeKTH NPHBOAATL IO BHCHOBKY, WO MPHYHHH 30UIBINEHHS
emicty XI' B CHpOBaTLii NPH LMX JBOX XPOMOCOMHHX MOpyleHHsX pishi. Tlpu
¢ Jlayna nigsuienHs koxuentpauii XI' pinbypaeTsca 3a paxyHOK TMOCHJIEHOTO
CHHTE3y B TPHCOMHIH MNaueHTi, IO NITBEPAKYETbCS NAHHMH MpO
MiBHILEHHS MapKepa SK B CHPOBaTUi, TaKk i B aMHiOoTHYHiH pimumi. [Tpu
MEPHUEHTPHYHHX IHBepCiAX XpOMOCOMH 9 crOCTepiraeThcs He IOCHJIEHE
nponykyeanHd XI MNaueHTOK, a TOPYUIEHHA HOr0 HaAXOAXEHHA B
CHPOBATKY, NPO IO CBITYHTH pi3ke 3HHXeHHA B AP. TakuM YHHOM, 3BOPOTHS
nunamika XI' 8 AP npu c.flayHa Tta per inv (9) MOXe CTaTH IiACTaBOK B
nucepeHifOBaNiH NiarHOCTHII MX CTaHIB.

Buasnena onHo3HayHo cripamosana 3MiHa MC A®II ta XI, Ha Haw
nornsy, He Bunamkosa. Onepxani faHi Ta MiKpec/ieHuil B JliTepaTypi 3B'430K
per inv (9) 3 penpofyKTHBHHMH NOpYIUCHHSMH, CTIOHTaHHMMH abopramw,
36UTbLLIEHHS YACTOTH iHBepCiH y nauieHTiB 3 Tpucomielo 21 Ta ix OarpKis
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[Uchara et al.,1992] ceimyaTh nNpo Te, WO BITHOLIEHHA JO UBOTO
NOMMOpHOro BapiaHTy XpOMOCOM MOBHHHO OYTH NEpernsHyTo.

KoMiuleKcHa npeHaTalbHa JiarHocTuka c.Jlayna na mincrasi
cKpHHiHry mapkepis MC.

PesynbTaTH  JOC/HIXEHHA  1OKa3yloTh  BHCOKY  etheKTHBHICTh
aucepeHUiOBAHONO MOXOMY [0 MNPH3HAYEHHs IHBa3WBHHX JOC/IUIKEHb
BariTHMM BiKoM Guibiue 35 pokiB 3 ypaxysanHam pisng MC A®II ta XT. I3
1972 BariTHHX BHCOKOIO BIKOBOro pH3HKy Yy 1341 xinku (68%)
kombiHoBaHMii pu3uk GOyp Huxwad Hix 1:270. Awmniouentes 6ys
npusHadennii 631 xinui (32%), y SAKMX PH3HK nepeBHIIyBaB 3Havenns 1:270.
B wiit rpymi 6yno eusmieHo 11 mwiomis 3 c.Jlayna, 61% Bcix mpeHaTanbHO
HiarHOCTOBaHHMX BMIIAZKiB. AHATI3 KaTAMHECTHYHMX JAHHX MOKa3aB, IO cepen
BariTHMX BiKOM Outbiie 35 poKiB 3 HH3bKHM KOMOIHOBaHHM PH3HKOM, SKHM
aMHIOLIEHTE3 He MPH3HA4YaBCid, HE 3apeECTPOBAHO HAPOMXEHHS MiTeH 3
TpHcomier 21.

EdexrusHicTh AuepeHUIHOBAHOTO NIIXOMY HO NPH3HAYEHHA 1HBA3HBHHX
MaHily/IgUifd BariTHAM, CTapiMX 35 pOKiB, @ TaKOX THM, SKi MaioTh B
aHamHe3l AMTHHY 3 c.JlayHa, MOXHA TPOLTIOCTPYBaTH HACTYIIHHMH NaHHMH. B
1991 poui rpyna BariTHHX CTapiloro BiKy majia HaHOUIbIy NHTOMY Bary B
CTPYKTYpi HANMpAMKIiB Ha amHiouienTe3 — 44,21%. XpoMocoMHa naToJoris
Buspiiena y 2,39%. B 1995 poui npu BHKOpHCTaHHiI JudepeHnuiiioBaHOro
OiIXOAy KUIBKICTh IHBA3WBHHX MAHINYNAUiff UMM XiHKaM 3HH3WIacs [0
10,32%, npy UBbOMY CTYTiHb BHABISEMOCTI XPOMOCOMHHX 3aXBOPIOBaHb CKITaB
2,34%. AwuanoriyHa KapTuHa CMOCTEpiraeTscs i MpPH aHamisi Ipyn XiHOK, AKi
MaH B aHaMHe3l AMTHHY 3 c.JayHa.

B 1995 poui Haiibuibly KUTHKIiCTh iHBa3HBHMX JOCIIXEHb BHKOHAHO
BariTHHM 3 BHCOKHM KOMOIHOBaHMM PH3HKOM, [ BLI3HaYeHO MaKCHMAJIbHHi
nposB XpoMocoMHoi matonorii — 5,38% y xXiHok cTapumx 35 pokiB Ta
3,36% y Barithux o 35 pokis. BpaxoBylouH HapefieHi HaHi, HaWGimbl
ONTHMATBHOW fABIsE cobol0 cxema (OpMyBaHHS MOTOKIB IS iHBa3MBHOL
NpeHaTANbHOI AiarHOCTHKH, SIKa MPOJEMOHCTPOBaHa Ha Man.3.

[MposenienHs MacoBHX HociikeHb Ha mMapkepd MC BariTHHM XiHKaM Ta
BIPOBAIKeHHs IH(epeHUiHOBAHOIO NiAXOQY HO TNPH3HAYEHHS iHBA3HBHUX
JOCHKEHh B TpPYyIIiAX BHCOKOIO BIKOBOIO PpH3HKY MNiIBHIOYE SKiCTh
BHSIR/IEHHA XPOMOCOMHOI NAaTOJIONT.
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Bix marepi Jurema 3 cJlayma
Ginnme 35 poxin B anaMnesi

Hocrinzxennx MC A®II i XT',
¥l

IHBA3IHBHI METOIH

Macosni cepaminr MC A®IT i XT

Hodiicrao Brssaeni ¥3-mapsepn,
chanas coBINEX - xapakTepmi Ana cJlayna
TpancioEamii

Man.3. Cxema KOMILTEKCHOT MpeHaTansHOT miarHocTHkH c.JlayHa

TakuM 4HHOM, MiICYMKOM POGOTH $BJSETHCS BCTAHOBIEHHS BHCOKOI
epeKTHBHOCTI cKpuHiHry MapkepiB MC B dopmyBahHi Ipyn BHCOKOIO
redeTHYHoro pusHky. Lleit Bua jocnmimkeHHs Moxe OyTH peKOMEHIOBaHHH 10
00O0B'A3K0BOTO  MAcoOBOTO  3aCTOCYBaHHS JUIi TMONEPE[XEHHA [IHPOKOIo
cnexTpa MaToNorii riona.
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BHCHOBKH

1. BHcOKOIH(OPMATHBHHMH MapKepaMH NPHPOIKEHHX BaJl PO3BHTKY Ta
XPOMOCOMHHX 3aXBODIOBAaHb IUIOfAa € O~(PeTOMpOTEiH Ta XOPIOHIYHHI
FOHAIOTPONiH, OliHKa SKHX TNOBMHHA 3acHOBYBaTHCS Ha 0a3oBHX Ta
IPaHHYHHX PIBHAX NOKA3HHKIB.

2. Ananiz 3nadens MC XI' HeoOXiIHO NPOBOJHTH 3 KOPEKLIEW Ha BIK
XIHKH. BeranorneHa 380poTHS KOpe/fLifHa 3a/IeXHICTh MiX BIKOM Matepi Ta
smictoM XI' B chpoBarui (r = 0,695, P < 0,01), onucysasa piBHAHHSIM

y=1,215-0,048 x,

Jie x — BiK BariTHOi, y — Biko3anexHuii piseHn XI.

3. Migeumenns A®DIl B cHpOBAaTUI Ta aMHIOTHYHIH piaMHi BHiue 2,5
MoM B crnoiydeHHi 3 NO3HTHBHMM AUETWIXOMIHECTEPA3HHM TECTOM €
JOKJIiHIYHOI0 03HaKolo (hopmysanns [IBP nnona 3 nisHeoto Manidecraujeio.

4, Cepenni 3HauenHss Mapkepis npu c.Jlayna y mioma: MC A®II -
0,67+0,05 MoM; MC XI' - 26840,47 MoM. OntHmanbHi CTPOKH
TecTyBaHHd, siKi fmaioTh 60% puangemocti c.Mlayna, mis A®I - 14-16
TixHiB, wis X[ — 17-21 TuxneHb BariTHOCTI.

5. Pomuuui nepuueHTpHYHi iHBepcii XxpomMocoMH 9 y miona
cynpoBoxylorecs 3MiHaMu MC A®II ta XTI, nomibuumu no c.aywa, i
ARIFIOTHCA DJHIEI0 3 MPHYHH [IOMWIKOBONO3HTHBHHX Pe3Y/IbTATIB CKPHHIHTY. *

6. Cxpuninr Mapkepis MC € BaXJIHBHM eTanoM KOMIUIEKCHOI
NpeHAaTATBHOI JIarHOCTHKH, SKMH JIO3BONAE MUIBHIIKTH  eEKTHUBHICTHL
BUSBIIEHHA MPHPOIKEHHX Ball PO3BUTKY Ta XPOMOCOMHHX 3aXBODIOBaHb IUIOZIA
i muchepeHLIHOBAHO MiNIATH 0O NPH3HAYEHHS 1HBa3WBHHX JOC/IIKEHb.
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Hixonenko M.I. BHKOpHCTaHHS CKPHHIHIY MapKepiB MATEPHHCHKOL
CHPOBATEH B JiarHOCTHLI NPHPOMKEHHX BaJl PO3BHTKY i XPOMOCOMHOI
narojiorii Iwioaa. Pykonuc muceprauii Ha 3m00yTTS YYEHOTO CTyNeHs KaHAWAAaTa
Gionoriyunux Hayk no cnemianbHocti 03.00.15 - remeruxa (Gionoriumi HaykH).
YKpaiHChKHii HayKOBHH ririeniynmii uenrp. Knis. 1997,

Po3poGneni GazoBi Ta rpanwuni pisai A®IT i XI' B cHpoBaTlli Ta aMHiOTHYHiH
pimWHi; ONTHMaTBHI TepMiHH TecTyBaHHS. BcraHommeHa BHCOKA e(EKTHBHICTE
ckpuHinry Mapkepis MC B QopMyBanHi Ipyn BHCOKOTO TeHETHYHOTO i aKyWepChKOro
pusuky. Bupueni akTops, BmIMBaIOMi Ha Bapiauii MapKepis;, NpPHYHHH
NIOMHJIKOBONO3WTHBHAX 1 MOMHIKOBOHEraTHBHMX Pe3yNbTaTiB; JMHaMika Mapkepis
TpH XPOMOCOMHHX 3aXBOPIOBAHHSX; crietiduicTs 3MiH B 3anexnocti sig Tamy IBP,
B T.4. 3 Mi3HL0I0 Manidecranicio. Busnaueno, mo ananis MC A®II i XT' possonse
pussaTH 60% 1wionis 3 c.Jlaysa. TlpomeMOHCTpOBaHA BaXJIMBA pPONb CKPHHIHTY
mapkepie MC B xommaexchiii npenaranbhiii giarnoctnni TIBP i xpomocomuux
saxBopioasb mwiona. ITo Temi auceprauii onyGnikosaHo 12 naykosux poGir.

Nickolenko M.I. The use of maternal serum markers screening in
diagnosis of fetus's congenital malformations and chromosomal deseases.
The manuscript of dissertation for a Candidate's degree in Biology, speciality
03.00.15 — genetics (biological science). Ukrainian Scientific Hygienic Centre. Kiev.
1997.

The basic and ultimate levels of serum and amniotic fluid AFP and hCG; the
optimal terms of testing had been elaborated. The high efficiency of MS screening
in the formation of high genetic and obstetric groups had been established. The
factors influencing the marker's variations; the reasons of false-positive and false-
negative results; the marker's levels in chromosomal diseases; the specificity of
marker's changes depending on the type of malformations including the
malformations with late manifestation had been studied. It is found that MS AFP
and hCG analysis allowed to detect 60% of fetuses with Down's syndrome. The
important role of MS markers screening in the complex prenatal diagnosis of
congenital malformations and chromosomal deseases had been demonstrated. 12
scientific papers within the context of dissertation had been published.

KmouoBi cnoBa: CKpHHIHT; MapKepH MarTepHHCHKOI CHPOBAaTKH, NpeHaTalbHa
[iarHOCTHKa; MPHPONXeHi Bagn po3BHTKY; c.JlayHa.
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