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IIE HEHAPO/KEHIM JUTUHI HOTPIGHUM HAIII 3AXHCT
I'peuanina O.A., bocamupvosa P.B., I peuanina 10.b., E¢himenxo T.I1.
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Mu xuBEeMO B TaKWil 4ac, KOJM TEMIIH
3MiHH YSBIICHb MIPO KUTTS, JIFOJUHY, i1 370POB' s
1 XBOpoOM 3MIHIOIOTBCS 3  BEIHYE3HOIO
mBuAKicTio. [lepen KOXHUM 13 HAac CTOITh
HallBaKIMBiIIa TpoOieMa — BCTUTATH 3a
HOBHUMH  3HAHHAMH, TMOEIHYHOUH iX 13
KJIACHYHUMH, OIAHOBYBATH HE TIJbKU CYYacHI
TEXHOJIOTIi, a 1 PO3BUBATH IIOJICHHO MHUCTEIITBO
JIKyBaTH, SIKE HAKONUYWIOCH B HAIid KpaiHi,

3aBIISIKU TaJIAHOBUTHUM mparypam, SIK1
3aJUIIAIA HAM HEOI[IHEHHHUH JOCBiJ MOIIYKY
MPUYIUH MOPYILIEHb 3JI0pOB’ 51 JIIOAUHH.

VYKpalHCBbKUM  JTKapsiM TOpUTaAMaHHI  SKOCTI
TAaKOTO MHCTENTBA. SIKIIO HaM BHCTaYUThH
po3yMy TIO€IHATH MHCTEITBO JIKYBaHHS 1
CydacHI TEXHOJIOTII 1 TIpHU I[bOMY HE BTPATHTH
BMIHHSI 4y)KY 017y 3p0OUTH CBOEIO, MU 3MOXKEMO
BKE€ B HAMOMMXK4Yiii Yac CATHYTH 3HAYHUX
MO3UTUBHUX 3MIH B OXOPOHI 37I0POB’ 4.

CyuacHi ySBICHHS TPO KUTTS JIOAWHH,
peanbHa MOTEHIIIHHA MOKJIUBICTh 3MIHUTH HOTO
TE€pPMiH, CTBOPIOIOTh HEOOXIJHICTh BHU3HAYCHHS
NOYaTKOM JKHTTS TMepuly 3YCTpid CTaTeBUX
KIITHH, iX moegHanHs 1 “Bemmkuii Croanax”
HOBOTO *kHTTSA. Konn Mu HaBuuMocs OauuTH B
e HeHapo pKeHid muTuHi JlroauHy 13 yciMa ii
MpaBaMH, TOJi OMAHYEMO 3AATHICTIO TIO3UTHBHO
BIULIMHYTH HE TUIBKM Ha SAKICTh Tepediry
BariTHOCTI, a 1 HA BECh TCPMIH >KHTTS KOXXHOI
moauHd, 00 BCe, M0 TMOPYIIYEThCS B

I'enu He a4 TOTO, 00 BUKJIHKATH XBOpOﬁH. .

Merrt Pigai “I'enom”

NpeHATAIBLHOMY TIepioji  OHTOTeHe3dy, Oyne
CYIPOBOPKYBATH JIOJMHY Ha TPOTS3l BCHOTO
xuTTsA. CaMe TOMY MH BBa)KAaEMO, IO HACTaB
TOM Yac, KOJIM IHTETrpallis TCHETUKHU 1 MEIUIIMHH
CTajla BKpail BaKJIIMBOKO JUISI KOXKHOI JIFOJTMHH,
JUTSL KOYKHOTO JIIKapst, JJIsl KOXKHOT KpaTHH.

Mu cnpoOyBany Ha MiJACTaBl aHAJI3y
OCHOBHHMX TMOKAa3HUKIB 3aXBOPIOBAHb 1 CMEPTI
miTel B XapKiBChbKid  00JIacTI  TTOKa3aTH
BOXJIMBICT, Takoi iHTerpamii. XapkiB cTaB
MIiCTOM, B SIKOMY Maiike 45 pokiB iCHye MEJIHKO-
reHeTHYHa Cciyx0a, OnHi€I0 13 0ocoOiMBOCTEH
SKOI €  pea’bHE  TOETHAHHS  3yCUJIb
OpraHizaTopiB OXOpPOHH 3JI0pOB'sl 1 JIIKapiB-
TEHETHKIB Yy TOJIMIIECHH] 370pPOB’ sl HACEJICHHS
periony. 3a Takuil BEJMKHI TEPMiH CHiBIIparli
BIIOYNUCS SIKICHI Ta KIJIbKICHI JMHAMIYHI 3MiHH,
K1 UTFOCTPYIOTh €(EeKTHUBHICTh TPHOX PIBHIB
npo(ilakKTUKKM ~ CMAaJKOBOi  marojorii  —
NEPUKOHICTIINHOI  (MEPBUHHOI), BTOPHHHOI
(MemuKO-reHeTHYHE KOHCYJIbTYBaHHS i
npeHarTajibHa JiarHOCTHKA), TPETUHHOT
(cxkpunyroui  mporpamu Ta  YTOYHIOKOYA
JiarHOCTHKA).

Ananiz  gemorpadiyHoi  cHTyalii B
perioHi MOKa3aB CyTT€EBE 3pOCTaHHS
HApO/UKYBAHOCTi, IO  MOXHA  BBaXaTH
e(pEeKTHBHUM TIOEJHAHHAM 3yCHIb JlepxaBH,
perioHy, JikapiB 1 HaceJIeHHA Yy TOJOJaHHI
HETaTHBHUX TCHJICHIIIH.
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Puc. 1. /lemozpaghiuni noxaznuxu

CwmepTHicTb Big 0 Ao 17 pokiB CmepTHiCTb Aiten 1-ro poky
(Ha 10 Tnc.) Xutta (Ha 1000 HapoaKeHUX)
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Puc. 2. /lunamixa cmepmnocmi oimeii 6io 0 0o 17 pokis,
6 m.u. oimeil nepuio20 POKy Hcumms



BigMiuaeTbcd cTifika TEHICHINS OO 3HIDKEHHS B
JTUHaAMIII cMepTHOCTI aited. Lle sBuie HOCUTH
HEBUITAJIKOBUI XapaKkTep Ta BiIOWBAE ICHYIOUY B
perioHi iHTErpamilo B AISUIBHOCTI aKylIepiB-
TiHEKOJIOTIB, TMeiaTpiB, TeHETUKIB. CBiAUEHHAM
po TaKy IHTErpaiio Moxe OyTH MPOBEICHHS
cnemianbHux Komeriit, npucBsuenux “Excnancii
TeHETUKH B MEAMIMHY , HAsBHICTb Y KOXKHIH
JUTS4Yid  KIIHII,  TOJOroBOMY  OyIWHKY,

3a npuynHamm cmepri
(BcbOro 254 gUTNHN)

3,1%—2,8%
4,3%

B MNepuHaTanbHi cTaHu (134 gUTUHW)

B BpopxeHi Baan po3sutky (67 agiten)

0O 30BHiLUHI OTPYEHHS, TpaBMU Ta HelacHi Bunagku (11 giten)

O XBopobu HepBOBOi cUcTeEMH (8 AiTen)
® |HdbeKUiHi XBOpOOU (7 giTen)

O IHWi

CrieIiaaizoBaHuX TUTSTIAX YCTaHOBAxX
MOCTIMHUX KOHCYJBTAHTIB — JIIKapiB-T€HETHKIB.
[Toctifina y4acTh JiKapiB-TEHETUKIB y POOOTI
Koopaunamiitnoi Pagu 3 oxopoHu 310poB‘ st 1ipu
OOGumacHiii aeprkaBHIM ajMiHICTpalii BigOuBae
po3yminHs Bnagu posi MenuyHOi T€HETHKH Y
MOJIOJIAHHI HAMBAXXJIMBIIIMX TPOOJIEM JKUTTA 1
3JI0POB' s JIIOTUHHU.

IpuvuHu cMepTi B 3a/1€KHOCTI Bi Macu
TijIa IPH HAPOIKEeHHI

500-999 [lepunaranbHi cTanu - 46
JiTeln
1000-1499 IlepunaranbHi cTanu — 34
miterr, BBP — 4 quruuun
1500-1999 IlepunaraneHi cranu - 18
miteir, BBP — 9 niteit
2000-2499 BBP — 11 niteid,
MepUHATAJIbHI CTaHU — 7 TITCH
2500-2999 BBP — 14 aiteid,
nepuHaTanbHi cTann — 11
niTel, iHeKIiiHl XBOpoOu —
3 IuTHHA
BBP-14 niteit, nepuHaTaibHi
3000-3499 cranu — 10xiTeii, HemacHi
BUITQJIKK — 2 TUTUHH, XBOPOOH
HC Ta xpoBoo6iry no 3
JTUTHHA
BBP — 13xitei,
NepUHATAJIbHI CTaHU- 8 JiTeH,
HEIACHI BUMAJKU — 3 TUTUHA

Puc. 3. Cmpykmypa cmepmuocmi dimeit 1-20 poxy sccumms y 2008 poyi (%)



AHaJi3 CTPYKTYpU CMEPTHOCTI AiTel 1-To poky
JKUTTS TIOKa3ye HaWOUIbIy TIUTOMY Bary
nepuHatanbHux craHiB  (52,8%). IcnyBanHs
MEePUHATAILHOTO IIEHTPY B M. XapKoBi 1 pa3oM
13 CIIEIiaji30BaHOK HEOHATAJIBHOK KIIIHIKOIO,
aKi € 0a3010 ABOX Kadeap MEIUIHOI TeHETUKH —

TlosiMopghizm B reHax ¢hoAaATHOIO NHKAA.
Amnriomarosaa ¢popma ramaprosa

Enicuaapom. I'omonucraaypis

XMAIIO 1 XHMY, no3Bommino 3a0e3meynuT
JIOTIOMOTOI0 BEJIYYHX JIIKapiB-TEHETHUKIB XBOPUX
JTEH 3 Mepmmx YaciB iXHbOro KUTTsA. Came 11e
MIPUBEJIO 10 PAHHBOI YTOUYHIOIOUOI J1arHOCTUKH
CHaIKOBOI ImaToJiorii 1 e BiAOMBarOTh HaBEIEHI
BUIIAJIKU.

Antraa K.
Aliarnos npu HanpaBaeHHi: acdikcis.
Cyaomunii cuaapom. Ha6psax roaosaoro
MO3KY.

Yrounenmii aiarnos: MeraGoaiuna Kpu3a.

CXO >xMpHUX KHCAOT.

Antuna A.
Aiarsos npu Hanpapaensi: Koma.
VYrounenuii AiarHos: Koma. Meraboaiuaa

Puc. 4.

Po3kpurTsi TailiHM TOYHOro [iarHo3y TaK
3BaHUX MEPUHATAIBHUX CTAHIB MOTpPedye€:

* BukopucTaHHS Cy4acHHUX MOKJIMBOCTEH
[IPEHATaJIbHOI J1arHOCTUKH, BEKTOP SIKOI
MOBUHHUKA BCe Olulble  3MIHIOBATH
HampsIMOK B OIK JIKyBaHHS, a He
eBTaHasil.

*  MoXIuBIiCTh OTpUMATH BAKJIMBY
iHdopmarllito mpo craH 3A0pPOB’S  IIE
HEHApOJDKEHOI JTUTHHMU 30arauyerbes
3aBIISIKA MOKPAIICHHIO SIKOCTI

Kpnsa.
CXO >xupuux kucaor. 'omonucrunypis, I
THUIL
Bi3yaJbHHX, O0l10XIMIYHUX,
MOJIEKYJIIPHUX, MOJIEKYJISIPHO-

LUTON€HETUYHUX METOMIB JOCIIIKEHH.
[linBumieHHsT piBHA Cy4YyaCHHX 3HaHb B
UX HarnpsiMKax € TEPMiHOBOIO
HeoOX1aHICTIO, 00 BOHH 03BOJIATH
MEIUIMHY IUJI0JIa BHUBECTH 13 MEXIi
HAyKOBUX PO3POOOK 1 TEPETBOPUTH B
HOBY  SIKICTb  CIIOCTEPEKCHHS  3a
BariTHOIO B JKIHOYMX KOHCYJbTalisx. B
perioHi  OOCTeXEHHA 1€  TNUTaHHS



BUPIIIEHO BXXE JaBHO 1 3IIMCHIOETHCS
e(eKTUBHA nporpama IO 0JIAHHS
HE3HAHHS yepes B3a€EMOJIIIO
OpraHizaTopiB OXOpPOHH 37I0pOB’Sl 13
kadenpaMu MEIUYHOI TEHETHKH. AJie,
0e3yMOBHO, OIOJIAHHSA ICHYFOYHX
CTEPEOTHUIIIB B OIHII TEPHUHATAIBHUX
CTaHiB  JIIKapsMU-HEOHATOJOraMu 1
nefiaTpaMu  MOTpedye  MOAANIBIIOTO
PO3BHTKY.

e [IlpenarampHa JIarHOCTHKA BPOJKEHUX
BaJl PO3BUTKY € BAKJIMBUM €TAllOM Y
3a0€3MeUYCHHI  HApODKCHHS  3JI0POBOI
TUTHHUA. B perioHi BigMmiueHa CyTTeBa
TEHJCHIIS J0 3HUKCHHS IMHTOMOI Baru
BBP y ctpykTypi cMepTHOCTI AiTei, 110
€ HaCNIJIKOM ICHYIOYOi iHTerpamii mii.

OmauMm 13 mpukiIagiB  eheKTUBHOL
1HTerparii € B3aEMOJiS  JIKapiB-
TEHETUKIB 1 JWTIYUX XIPYpriB, sKa
JI03BOJIMJIA  TPOBOJIUTH  €(PEKTUBHY 1
CBOEYACHY Xipypriuny KOPEKIIIF0
3HalJICHUX MPEHATalIbHO BaJl PO3BUTKY B
TMIepIIli TOJIMHU TICTS HApopKeHHs. B et
yac pPO3BUBAETHCS HANPSMOK JIKyBaHHS
wioga yepe3 oro mepmuii BeecBiT —
Matip y BHUIAJKaX BHYTPIIIHBOYTPOOHOI
iH(pekuii Ta MeTa0OJIYHUX TOPYUICHb.
CaMe 3aBIsSKH  TakOMy JIIKYBaHHIO
HAPO/DKYIOTHCS TUCSYH 3/IOPOBHX JITEH.

95.6%
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93.8%

91.1%
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2003 pik
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Puc. 5. Oxonnennsa sazimnux 060pazosum Y3 CKpUHiHZOM
00 22 muoicnie eazimnocmi (%)

XapKiBCbKUM aKymiepam 1 reHETHKaM
npuTaMaHHa CyMiCHa TMpals y  pPO3BUTKY
MpEeHaTaIbHOT JIarHOCTUKH. OxoruieHHs
BariTHUX UM METOJIOM JOCHIKCHHS JIOCSTIIO
BUCOKOTO piBHA. CBO€4acHe CHPSIMYBaHHS
BariTHUX B  MEIUKO-TEHETHYHUH  LEHTP
JO3BOJISIE HE TUIBKM BCTAaHOBUTH CIIaJIKOBY
[aTtoyiorito, a 1 CYMICHUMHM 3yCHIISIMU
MO3UTHBHO BIUIMHYTH HA 370POB' Sl IUTHUHHU.
Taucu HACTaHHA BariTHOCTI, i
HOpPMaJIBHOT Tedii 1 Hapo/KEHHS 30pOBOI
quTHHA Y KiHKA B Bini 20-30pokiB CKIIAIar0Th
21-28% mnpoTAroM OJHOTO MEHCTPYAIbHOTO
mukiny. 60% 3uror enimiHyeTbcs Ha mpe- 1

paHHIX TOCTHATAJIbHMUX eTamax pO3BUTKY. 15-
20% KITHIYHO PO3Mi3HABAHMX BariTHOCTEH
CIOHTAHHO 3PHUBAIOTBCS MPOTATOM IIEPIIOTO
TPUMECTPY.

UnHHHKH NIPEHATAJIBLHOI0 Bi100OPY:

* TeHoMHi MmyTtamii — 4YHCIOBI aHOMAJIl
KapilOTUIYy — aHEYIUIO011ii, MOJIIIIIOlTii.

*  Mogaiusi bopmu XPOMOCOMHHX
nopyieHb  (Ha — mpeiMIUIaHTaIiHHUX
eTarnax pO3BUTKY JIFOJIUHH).

e TeHomMHa HecTaOUIBHICTH B  paHHI
Nepiod OHTOTEHE3Y.

* PerynaTopHi enireHeTH4YHI MEXaHI3MH.
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Puc. 12. Xpomocomna necmaoinonicmo(0omin)
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Mapxkepu

2eHOMHOI HecmadinbHOCMi  npu

namonozii emopiozenesy (3a oanumu Jlebeoeea

IM):

[IpenimrutanTaniitamii nepion
onrtorenesy (15-85% 3apojkiB) MarTh
YHCJIOBI aHOMAJIIT XPOMOCOM, ITEPEBAKHO
MO3aiuHi.

YacToTa XpPOMOCOMHOTO Mo3ailu3Ma
ckiaanae 33-60% Ha piBHI OKpeMHX
OylacTomepiB.

16-51% 0JIaCTOIUCT BOJIOJIIFOTh
Xa0THYHUM  KapioTurioM (HeCyTb B

CBOEMY CKJajai OjacTtomepu 3 pi3HUMHU
BapiaHTaMu KOMOIHAIii XPOMOCOMHHUX

HOPYIIICHB).

OOMexeHM TMalleHTapHui  MOo3aillu3M
(xpomocomHi aHoMaJii NPUCYTHI
BUKIIIOYHO B  EKCTpaeMOpiOHAIBLHUX
TKaHUHAX, KapioTun TUIOAY
HopMmanibHui) — 1-2% mioaiB, 1O
HOPMAaJIBHO PO3BUBAIOTHCS.

19% Bcix XpOMOCOMHHUX aHOMAJii
CKJIalal0Th  MO3ai4HI MOHOCOMIi 1O

ayrocomax 7, 15, 21, 22.

AYTOCOMHI MOHOCOMIi € JIeTaTbHUMH
MOPYIICHHSIMU KapiOTHITY, HECYMICHUMHU
3 HOPMAaJILHOIO IMIUTAHTAI[I€F0
OJIACTOIINCTH. Tomy  naHwmii THUII
XPOMOCOMHHX AaHOMaJlii NPAaKTUYHO He
peeCTpyeThCcsi 'y BUOIpKax CHOHTAHHO
abopToBaHMX €MOpIOHIB B MEPIIOMY
TPUMECTPI BariTHOCTI.

Monocomii 7 1 15 oOmexeHi
muTOTpodobdIacTOM TUTAllEHTAPHUX
TKaHUH 1 BIJICYTHI B

eKcTpaeMOpioHaIbHIA  Me304epMi, 110
CBITYUTH TIPO (POPMYBAaHHS MOHOCOMIi
MICTIs eTammy IMIIaHTAIlil, 10 IMIUTaHTaIii
OsacrorucTa Oyia HOpMaJIbHOIO.

IIpu monocomii 7 1 15 Big3HayaeThCs
3yIIUHKa eMOpioreHe3y Ha 7-8 TIKHSIX
(BariTHICTB, 110 HE PO3BUBAETHCS).

[Ipu MOHOCOMii 22
(excTtpaemOpionampHa ~ Me3omepma i
UToTpo(h00IaCcT) CITOCTEPIraroThCs
MOPO’KHI TUIOI0BI MIIIIKH.

Myrarii mikpocatemitaux JokyciB JJHK

— Mapkep HecTaliapbHOCTI eMOpiOHaJIBLHOTO
reHOMa Ha paHHIX eTamax eMOpioreHe3y
(mikpocaremitu - KOPOTKI TaHJEeMHI

nocmigoBrocti JJHK, 1110 moBTOpIo0ThCs).

VY cnoHtaHHuX abOpTYCIB MiABHINECHA
4acTOTa TaMETUYHUX MYyTalliii MIKpOCaTeNiTiB:
23% cnoHTaHHMX a0OPTYCiB MalTh TaKi
MyTalii, SKi BUHUKIM B CTaTE€BUX KIITHHAX
0aTbKiB.

B 55 ciM'x, mo Mamu CIOHTaHHUUN
abopT 3 HOPMAaTbHUM KapiOTHIIOM, YacTOTa
raMeTUYHHUX MYTaliid Oysa OibIll BUCOKOIO, HIXK
B CIM'IX 3 HOPMaJbHOK PENPOIYKTHBHOIO
dyHKII€IO.

BcranoBneno, mo 3aru0enp 4YacTUHU
3apO/IKiB JIFOJIMHU Ha PaHHIX eTarax OHTOreHe3y
acoliioBaHa 3 HeCTaOIIBHICTIO eMOPIOHATBLHOTO
TeHOMa, 10 BUSBISIETHCA Y (POpPMI COMATHUYHUX
MyTauii Mikpocarenitis jokycis JTHK.

Enizenemuuni YUHHUKU
HecmabinbHoCcmi 2eHOMA 6 emOpiozeHesi.
HecrabinpHICTE TeHOMa MOXE BH3HAYATHCS
JnucOaraHcoM 0COOIMBUX perynsTOpHUX
CHUCTEM: KOHTPOJIBHHX CHCTEM KIIITHHHOTO
muKiy;  mexanismMamu  pemapamii  JIHK;
eMIreHeTUYHUX  CHCTeM  peryjsiii  TeHHOi
eKcrpecii.

Haii6inpm dbyHIaMEeHTabHI

JOCIIKCHHST  MIreHTUYHNX (EeHOMEHIB Oynu
npoBeneni C.A. Hazapenko. Came iioro
JMOCTIHKEHHST JIATIM B OCHOBY  ICHYHOYOL
Kiacugikarii emreHeTHyHUX XBopoo. KinbkicTh
CMAJKOBHX TOPYIIEHb, Y BUHHMKHEHHI SKUX
emireHeTHYHa PEeTyJIsilis BIIITPA€E CYTTEBY POJIb,
30UTBIITY€ETHCS, TPO 1O CBIAYUTH 1 HAI JTOCBI.
[TornmubnenHss 1 TOMMPEHHS MOJEKYJSIPHO-
TeHEeTHYHHUX JOCHI/DKEHb B MeEXKax IporpamMu
«MonekyssipHa MEIUIIMHA» JAaCTh MOXKIUBICTB
HE TIJIBKH PO3POOUTH MAlli€HT-OPIEHTOBAHUN
mxix g0 JIarHOCTHMKM Ta  BU3HAYEHHS
eTIONOoriYHuX (aKTopiB, ame 1 CHPUITHME
e(eKTUBHIN MaTOreHEeTUYHIN Teparii.

Emirenernka (3a Me)XaMu T'CHETHKH) -
e YCHaJKoBaHI 3MiHM  (QyHKUii  reHa,
HEMoB'sA3aHi 13 3MiHAMH HOro TMEepBUHHOI
HYKJICOTH/THOI MTOCITiZIOBHOCTI.
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MarepiaJibHy OCHOBY  €MIr€HETUYHOI
perynsmii  ckiamaoTh 000poTHI Moaudikarii
JHK (MeTwaroBaHHS IIUTO3WHOBHX OCHOB) 1
ricroniB  (anerwiroBaHHsA, (HOCHOPUITIOBAHHS,
METHJTFOBAHHS).

MeTtuntoBaHHs HK -
enireHeTuyHa Mojudikallis reHoma.

®yHKIIOHATFHE 3HAYCHHST METHIIFOBAHHS
JHK monsrae B TpaHCKpUNIIIHHIA 1HAKTHUBAI]
XpOMaTHHYy, 0OYMOBJICHOI HaJl MOJICKYJIIPHUMH
3MiHAMH HOro KOMMakTu3amii. 3a JaHUMH
Jlebenea .M. i Haszapenko C.A. (2009) B

ICTHMHHA

HOPMaJIbHUX COMaTHYHUX KJIITHHAX
METUIIIOBAHHS JJHK  Bigmosimae — 3a:
IHAaKTHBAIIl0O  XPOMOCOMH X,  T'CHOMHHM

IMIOPUHTUHT, PETYISIi0 TKaHUHOCTIEUU(IUHOT
eKcrpecii TeHiB, penpecito PeTpOTPAHCIIO30HIB,
KOHTPOJIb TEHOMHOT CTaOlTBHOCTI.
BcranoBnenuii  (heHOMEH ~ e€MIr€HETHYHOTO
nepenporpaMyBaHHs TeHOMA!

* Ha cramii npoGneHHS Big 3UTOTH [0
OJIACTOLMCTH BiJI3HAYAETHCS MPAKTUYHO
TOTaJbHE JEMETHIIIOBAHHS T€HOMA.

e Ha cramii immiaHTamii 3amycKaeTbecs
IpOIeC METUIIIOBAHHS.

* Ha cranii ¢popmyBanHs eMOpiOHAITBHUX

CTPYKTYP MpoI1iec METWJIIOBAaHHA
AKTUBI3YETHCS.
¢ HaxomnueHHs 4acTOTU MO3alYHuX

MOPYIIEHh XPOMOCOM TIpH JIPOOJICHHI
OmacromepiB  mpoTikae  Ha  (¢oHi
17100aJIbHOTO T1MIOMETHIIIOBAHHS T€HOMA,
TaKOX 5K 1 IPY OHKOJIOTIYHUX MPOIIecax.
* MoxHa BBaXXaTH BCTAHOBJICHIM
3poCTalouuii  piBEHb  XPOMOCOMHOTO
mucOanancy Ha (OHI TiMOMETHIIIOBAHHS
reHoMa sIK BeAy4dy MPUUMHY YHCIA
PENPOTYKTUBHUX BTpAT, 10
301IbIIYETHCS.
Hasiaicte momimopdizmis 677 C/T
MTHFR Tta 66 A/G MTRR

CYIPOBO/IKYETBCSL:
*  CXWIBHICTIO 70 PO3BUTKY
BiTaMiHOJIE(IITUTHOTO CTaHy no

(oJTiEBIH KUCIOTI;

e Pusukom po3BUTKY Hedpomartii Yy
BariTHUX 3 CYAUHHUMH
3aXBOPIOBaHHAMY,

* Po3ButkoM eHaoTenianbHOi AuChYHKIIIT
YHACJIIOK TIABUIICHHS KOHIIEHTpaIli
TOMOITMCTEIHA B KpOBI 1 KoOpewsiii 3
KOHIIEHTPAIII€10 (hiOpOHEKTHHIB B
KJIITHHAX,
*  BigmapyBaHHSIM IJIAIICHTH,
e  3aTpUMKOIO 3pOCTaHHS ILIOAY;
*  AHTEHaATaJBHOIO 3aruOeILIIO IUIONY;
* [lepepuBaHHAM BariTHOCTI B pPaHHBLOMY
TEPMiHYy
CBIIUEHHAM HaBEIEHUX IIOJIOKEHL € KIIHIYHI
BUIAJIKH.

[Mapa I1. (mpyxuna 25 pokiB, 4oJa0Bik 27
pokiB), cipsimoBana B XCMI'Ll mist yTouHEHHS
JIarHO3y 1 TAKTUKU BEACHHS Y 3BSI3KY 3

OOTSDKEHMM  aKyIIepChbKHM  aHaMHe30oM: |
BariTHICTh 3aKiHYUIIaCs MHUMOBIITEHUM
BUKHIHEM Ha MaiioMy TepMiHi, Il — 3aBmepina B
TepMiHi 8 THXHIB. [urorenernyne

JIOCIIIKEHHST eMOPIOHIB HE TIPOBOIUIIOCS.

3 aHaMHe3y JKHUTTA BiJIOMO, IO JKiHKa B
TUTUHCTBI  CTpaKJajia  TPOMOOIMTOIEHIE0
HESICHOTO TeHe3a, MeHcrpyamii 3 13 poki
peryisipHi 10 23 pokiB; B 23 poku — BiaOyI0Cs
novactimanis — nukiny — (kokHi 15 jgHIB
TpUBaNicTIO 5 1HIB), Oyla JiarHOCTOBaHA
rinoQyHKIs S€YHUKIB, TPOBEJICHO JIKYyBaHHS.
Ha moment naaxomxenns B XCMI'L[ ckapru
BIZICYTHI, MCHCTPYaJIbHHI LUK perynspauit (22
JTH1).

VY 4onoBika Ha MOMEHT OIJISIAY CKapr
HEeMae, MPOTe 3 aHAMHE3Y XHUTTS BiOMO, IO Y
foro mepuioi IpyKuHM Oyla OJHA BariTHICTb,
M0  3aKiHYWIacsd  TaKoX  MHUMOBUIBHUM
BUKHHEM Ha MAJIOMy TEPMiHi.

VY denotuni moapyxxks 3BepTac Ha cede
yBary <«MapMypoBiCTh» IIKIPHUX TOKPHBIB,
O3HAKM ME30JepMajbHOI AMCIUIa3ii. AHami3
POJIOBOAY BHSIBUB OOTSKEHICTH MHOKHHHOIO
CEpIICBO-CYJIMHHOI, TICUXOHEBPOJIOTIYHOIO 1
OHKOIIATOJIOTIETO.

Ha miICcTaBi TAHUX aHaMHE3y,
ocobimBocTel (peHOoTUITy 1 aHaji3y poJOoBONY y
NOJIPYKsE  OyJio  3amilo3peHe  MOPYIICHHS
domatnoro mmkiy. dudepeHnianbHuil aiarHos
NPOBOJIUBCS 3 XPOMOCOMHOIO IIATOJIOTI€0.
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Taoauusa 1.

Pe3y.m>TaTn JI0AATKOBHX METO/IB JOCi/I:KEeHHSI .

TOMOITMCTEIH KPOBi

Apyxuna Yo.10BiK
Kapiotun 46,XX, 1gh+ 46,XYVY, t (6;15)(g27;914), G,CH
G,C-pap6OyBanns, 1% dapOyBanns, 1% XpoMOCOMHOI
XPOMOCOMHO1 HECTaOUTLHOCTI HEeCTaOlIbHOCTI
BEPX aminokucnor, B MeXXaX HOpMU B MEXaX HOPMU

TORCH, mikomnazma HEraTUBHUI pe3ysbTaT
XJIaMiJiisl, ypeoria3ma

HEraTUBHUU pe3yjbTaTt

resi MTRR
B TOMO3UTOTHOMY CTaHi

I'enu domaTHOTO UKITY noiimopdizm 66 A>G (22M) B | momimopdizmu

HE 3HalIeH1

UWHHUKY 3ropTaHHs nosiMophizMu
KpOBI HE 3HaliJIeH1

noaimopdizm R353Q8 reni F
VIl B rerepo3uroTHomMy cTaHi

TakumM YMHOM, B J[aHOMY BHUMAQJKy MOXKHA
NPUITYCTUTH, IO TOEIHAHHA XPOMOCOMHOI'O
nomiMoppismy 3 gedimurom  ¢GEepMEHTIB

¢onatHOTO LUKITY (MeTioHiHCHHTA3M-
peoyKTa3w) y JAPYXHHH 1  TO€IHAHHSI
PELMIIPOKTHOT TpaHCIOKAMii t

(6;15)(927;914) 3  nediuuTOM  YHHHHKIB
sropranns kpoBi (F VII) y donosika npuserno 10
MOPYIICHHS] PENpPOAYKTUBHOI (QYHKIIT ciMT 1
aHTEHATAJIBHOT 3arudesni eMOpiOHiB.

Cnocmepeoicennsi 2.

Cim's  SI. mnepebyBae Ha 0OJiKy B
XapKiBCbKOMY  CHEIiaJli30BaHOMY  MEIUKO-
reaetnyaomMy ueHTpi 3 200Q. 3BepHynacs B
TEepMiHI BariTHOCTI 4-5 TWXHIB y 3BSI3KYy 3
00TsHKEHUM aHaAMHE30M (MEMOBITBHU
BUKHJICHB B TepMiHi 6-7 THXHIB).

[Ipu 3BepHEHHI KIHKa Mpea siBisia
CKapru Ha TepioauyHi 00Jii BHHU3Y KHUBOTA,
HynoTy. B Tepmini BaritHocTi 9 THXKHIB
3HaXOAWJIacsd Ha CTaI[lOHAPHOMY JIIKyBaHHI Yy
3B'SI3KY 13 3aIPO30I0 MEPEPUBAHHS BariTHOCTI.

[Ipu oOcTexkeHHI y BariTHOI BHUSBIEHO
HOCIMCTBO TOKCOTUTa3MEHOT 1H(eKIii.

[IpoBenennii kypc 30epirarodoi Ttepamii, a B
TepMmini 16 TIKHIB NpPU  TOBTOPHOMY
CTalllOHAPHOMY JIIKyBaHHI TPOBEJCHA CaHAIlis
BOrHMINA iH(ekmii. BaritHicTe mnpoTikaza 3
O3HAKaMH  MaTEPHHCHKO-TUIOAO0BOI  1H(EKIIIT,
3arpo3d  TMepepuBaHHs  BaritHocTi,  (ero-
TUTaleHTapHOi HEeAOCTaTHOCTi. BaritHa Oyna
BiTHECEHA JI0 TPYMU BHUCOKOTO AaKyIIEPCHKOTO
PU3UKY TI0 TE€MOpPariYHUM  YCKJIaJHEHHSM,
OCKUIBKM TIpH OTJISIAI BHSABIICHI (PEHOTHUIIYHI
O3HAKU ME30/IEPMAJILHOI 1 CIIOTYYHOTKAHUHHOI
IUCIIIA3il.

B tepwmini recramii 39 TH)XHIB HAPOTUBCS
xjomyuk  (OUIIXOM  omepamii  KecapeBoro
postuny) 3 Barow 2600,0,Bunucanuii 1010My
Ha 10y noOy. Y Bimi 3-X TWXKHIB y 3B'SI3KYy 3
nediUTOM MacH Tila TMTHHA TOCIITali30BaHa B
OJKJI Ne 1.

I[Ipu ormani: y ¢deHotun aUTHHHA
3BepTalii Ha cebe yBary. mpoiixonedaniyHa
(dhopma ro0BH, AOBrUi PUIBTP, NTUPOKA CIIUHKA
HOCa, TeJeaHriekTasii B o0jacTi Ik, roiyOi
CKJIEpH, HM3bKO PO3TAIIOBaHI BYIIIHI PaKOBUHH,
KOpOTKa TpyAWHA, IIHPOKE CTOSHHS COCKIB,
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JIOBI1 IMaibIll KUCTEH, KIIHOAAKTUIISA V IajbIliB
CTOIl, HU3BbKO pO3TAIIOBAaHE ITyIKOBE KIJIbIIE,
PIBHOMIpHO TOHW)X€HA TOBIIMHA MIAMIKIPHO
YKUPOBOTO TIapPYy.

Hutrna oJiepKyBasia JIOKOpM
aJlalTOBAaHNUMH MOJIOYHMMH cyMmimamu. Hanami
CTaH JUTHUHH TIOTIPIIMBCS 332  PaxyHOK
HEBPOJIOTIYHOT ~ CUMITOMATHUKH, 30eperimcs
MJISIBICTB, riroguHaMis, rinopedexcis,
rinotpodis. 3HaXOQUBCS B peaHIMaIliiiHOMY
BIJUIIJIEHH], 30epiraymcs MeTa0oIIiuH1
NOPYIIEHHS, HEBPOJOTiYHA  CHMIITOMATHKA,
6moBorta. Cynom He Oyno. Ilpu oGcrexenHi y
auTHHA BusBieHo miaumends 17 KC — 2,5 (N
0,95-1,73); rinonepdy3isi, HAOPSK, KOMIIpeCis
nuynoukie  npu  HCI'. Tlpm  mocmimkeHHi
BUIBHMX aMiHOKHCJIOT MetogoMm Pico tag —
BUSBJICHO  IIJIBHIICHE BUAUICHHA  aibda-
aMIHOQ/IMITIHOBOI KHUCJIOTH 3 CEY€I0, B KPOBI —
3HIDKEHHST ~ TUIyTaMmiHy, T[JIIHHY, aJaHiHy,
OpoJiHy, THPO3iHYy, BajiHy, 130JeHLIUHY,
deninananiny, JelnuHy, OpHITHHY. B ceui
BUSIBJICHHU MK HEeAU(PEPEHIIIHOBAHOT PEUOBUHH.
3a pesynpratamu PicO tagsamigo3peHa anbda-
aMIHOQ/IMITIHOBA allUIypisl Y AUTUHU.

VY 3B'I3Ky 3 BUSBICHOIO MATOJIOTIEID Yy

TATHHH 3 METOIO MPEKOHIIEIIIHOHOT
npo(iIaKTUKK ~ TOJIPYXKKS  OOCTEKEHE B
XCMI'L. IIpu muToreHeTHYHOMY JOCIiHKEHHI
HNOAPYXOKS -  METOJOM  KYyJbTHBYBaHHS
nepugepuyHux JIMQPOIUTIB — KapiOTUN —

46 XX, G-papOyBannsa, 2% XpoOMOCOMHOI
HectaOtbHOCTI, 46XY, G-bapOyBanus, 3%
XPOMOCOMHOI ~ HECTaOUIbHOCTI. Otpumani
pe3ynbTaTH 610XIMIYHOTO oOcTexeHHs
MATBEPAUIIN HOCIMCTBO MOAPYOKAM alluIypii.
B KOMITJIEKC MPEKOHIISTIII HHOT
MiJrOTOBKY BKJIFOUYEHA 1HIMBIIyaIbHO TIiIiOpaHa
JieToTeparis, miciIst MIPOBEICHHS SIKO1
Hactynwia BaritHicTe (III), sika B paHHBOMY
TEpMiHi CYIIPOBOIKYBaIacs BUPAKEHOIO
CITa0KICTIO, SBUIIAMH CHUJIBHOTO TOKCHKO3Y. B
TepMiHi 8-9 TIXKHIB BariTHICTh 3aBMepia. [Ipu
UTOTCHETUYHOMY  JIOCHI/DKEHHI ~ METOJ0M
KYJIbTUBYBaHHS KIITHH BOPCHH XOpiOHa —
Kapiotun — 46 XX(80%)/92XXXX(20%).

OmuiHroour gadHi  O010XIMIYHOIO JOCHIKEHHS

MOJPYXKKSL 1 JWTHHA MOXHA JyMaTd IIpo
HasIBHICTbH ITYyTapoBoi anuaypii I Tumy.

B mmani mpekonnenuiHoi  Tepamii
MpoBeJIeHa cnenuivHa nmieTo- i
BiTamiHoTepamisi. Ha ¢oni Ttepamii, 1m0
npoBojuiaacs, Hactynuia BaritHicts (IV), ska
3aBMepiia B TepMiHi 6-7 TwxkHIB. BariTHicTbh
TAaKOX TMpOTIKada 3 BHUPAKCHUMH SBHUIIAMH
paHHBOTO TOKCHUKO3y. [lpu mUTOreHETHYHOMY
JOCTI/DKEHHI BOPCUH XOpiOHA — KapioTuil — MOS
45, X [5])/ 45XX, -18[3]/46XX. BpaxoByrouu
naHi aHaMHe3y, JOJJATKOBHX METO/IiB
JOCII/DKCHHS, (DEHOTHUIIIYHI O3HAKW JAWTHHH 3
anb(a-aMiHOATUITIIHOBOIO ~ allUAYPI€I0, MOXKHA
JyMaTd TpO HAsBHICTh Y JUTHHH XPOMOCOMHOI
XBOpOOH.

BpaxoByrouun HasIBHICTb JIBOX
NOJANBIINX IUIO/IB 3 MO3ailYHUMHU BapiaHTaMH
XPOMOCOMHO1 NATOJIOT11, 3p00JIeHe MPUITYIIICHHS
npo IIKiJUIMBUA BIUIMB Ha paHHIN cTamii
posmnoiny 3urotd (He MOXKHA BUKIIOYUTU IO
10HI3yr0uOi pamiamii i iHdekuii, 60 MOaPYX K
10 pokiB mpoXMBae TMOpPyd4 13 TMPOMEHEBOIO
nabopatopi€ero).  Bupimeni  comianbHi  Ta
noOyToBi mpobsieMu ciM’i, HajaHa BIAMOBIIHA
MeIMYHa JIOTIOMOTa, MpOBeJIeHA
npeKoHIeniiiitna npodinaktuka. Hapomammacs
3/10pOBa IUTUHA iCIIst BI1IIIOB1THOT
MPEHATAJLHOT IIarHOCTHKY 1 JTIKyBaHHSI.

Ile cmocTepexkeHHA MiAKPECTIOE, IO
penpoayKTuBHa (PYHKIIis ciM’i, 9acTim 3a Bce,
MOPYIIYETHCS 3aBJISKH HETaTUBHOMY BIUIMBY
(hakTOpPIB 30BHIIIHOTO CEPEOBHINA Y MTOETHAHHI
13 TEHETUYHOIO CXHWIBHICTIO Ta B3a€MOIICIO
TEHIB.

[IpenaTtanbHa miarHOCTHKA CHPSMOBaHA
HA paHHE pO3Mi3HABAaHHA 1 TIOMEPEIHKEHHS
HApOJDKEHHSI JITe 3 TSHDKKUMHU BaJlaMH, SIKI HE
KOPHUT'YIOThCA 1... TIepepuBaHHs BariTHoOCTi. [1]]
BIJIPI3HAETHCS Bl  3araJibHOI  MEIUYHOL
JIarHOCTHKH, sSKa CIPSMOBaHA Ha JIarHOCTHKY
[IaTOJIOTIT 3 METOK ONTHUMAJIBHOTO ii JTIKYBaHHS.
Taka nmpuHIMTIOBA PI3HUI B JiSX JIKaps B Mpe-
Ta MOCTHATAJHHOMY MEPiOJi OHTOTeHEe3y, Ha TIi
Cy4acHHX 3HaHb NOTPeOye Meperisiay, OCKUTbKU
301bIIYETCS  KUIBKICTh  3aXBOPIOBAaHb,  SIKi
JiarHocTyloThes 3a jgonomororo I/l 1 HOCATH
MOTEHIITHO BITATBHUN XapaKTep.
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Ta0auusa 2.

Pe3yabTaT npeHaTaJbHOI YJILTPA3BYKOBOI OI[IHKH CTaHY BHYTPIIIHHOYTPOOHOTO MJIOXY

BussJieno
BBP — 276 (4,04%)

Bcboro o0cresxkeno
BariTHHX

(2008-2009)

BiTaJIbHUX VICTAJIbHUX

IHorpann4Hi ctanu

IlepepBano BariTHocCTel 32
MeAUYHUMH MOKA3aHHIMH
(mo 22 TmiK)

6821 149 (2,18%) 127 (1,86%)

157 (2,30%) 91 (1,33%)

Ilozpanuuni cmanu
*  Benrpukynomeramis
* KicT cyIMHHUX CIUIETIHB
* TimepexoreHHuii (okKyc B TOPOKHHUHI
IIJTYHOUKIB CEepIld
* T[lomipna racrpomeraiis
* Ilienekra3is
* Hedpomeramis

* Tlomipne PO3IIUpPEHHS NeTeNb
KUIICYHUKY

e [limBuieHa €XOreHHICTh MiANITYHKOBOI
3aJ1031

* Tigpouene

e [ligBumena rigpoduIbHICTh TKAHUH

e XOpioaHTIOMH ILJIAICHTH

* Tinmepruiasis, Tinorsiasis mianeHTH

e [ligBumieHa €XOreHHICTb E€HJIOTEIIIO
BHYTPIIIIHIX OpTaHiB

Ockinbku  mpouenypu IIJ] B  meskux
BUMAJKaX CYNPOBOJDKYIOTECS  HETaTUBHUMHU
HaCJIIIKaMu 1 cami 1o co0i € (akTopamu cymep-
CTpecy, BUHHKAE HEOOXITHICTh B MOBCSAKICHHIN
poboTi JiKaps-aKyuiepa riHeKoJsora
CKOHLIEHTPYBAaTH  yBary Ha  IEpBUHHIN
IHIUBITyalIbHIM MPOQITaKTUIll, B TOMY YHCII 1
CIaJJKOBHX 3aXBOPIOBAHb.

3a nanumu Lewi L. et al. (2004), Medda

E et al. (2003) imBasuBHI mpolEeaypH
MpEeHaTaJbHOT  JIIarHOCTUKHM  acoIliiioBaHi 13
BIJIIAPYBAHHSIM  IUIAICHTH,  MEePEIYaCHUMHU

[OJIOTaMH, BHYTPIIIHBOYTPOOHOIO 3aru0esito

wiony. 3a gammmu M.II. IllabGamoBa i HO.B.
[[BenboBa (2004) pusuk 3arubeni oAy Micis
KOpPJIOLIEHTe3y KoimBaeThes Bigx 1 mo 25%.
[leBHMI TOTCHIIIMHWI  PU3WK  1HBa3MBHUX
npolenyp iCHye 1 It Matepi, Ipo M0 CBiT4aTh

nocmimpkenus Plahouras N. et al. (2004).
HasiBHICTP TaKMX YCKIAaJHEHb JIA€ MiJCTaBYy
BBOXKAaTH, IO  MOIIUPEHHS  [EPBHHHOI

npo(iIaKTUKKH BPOJKEHUX BaJ PO3BUTKY 1
CHaJIKOBUX XBOpPOO € €IMHUM HAINPSIMKOM, SIKUH
MOX€ HE TUIBKM TONEPEANTH 3a4arTsd 1
HApOJ/KEHHSI XBOPOI AWTHHHU, a 1 MONEPEeIUTH
po3nag y cimM'i, sika Mae 1eld BUCOKUU PHU3HK,
Hepil 3a Bce, TOMY, IO CiM 'S He3Haioma i3
HeoOximHicTr0O 3HaHHS 10 3amoBiTIB, B SKHX
BiOUTI BCi 1ii THX, XTO X04ye OauuTH y cede Ha
pPYKax 37I0pOBY JIUTHHY.

VYnbTpa3BykoBa NpeHaTalbHa
JIarHOCTHKAa B YMOBaX CYYacHOI SIKOCTI 3HAaHb
TCHETUKH, €MOpIoNIoTii Ta 3aKOHIB PO3BUTKY
BHYTPILIHHOYTPOOHOTO MJIOAY CHeLianicTaMu Ta
Cy4acHOTO piBHS amapaTypH, BiIKpUBAE LMIUPOKI
MOJKJIUBOCTI FOBEJIIPHOT JIarHOCTUKH CITaJIKOBOI
MaToJIOTii TUIOAA HA eTami TeHHOI eKcrpecii B

OKpeMHX  OpraHax, sKi  JOCTyImHI  JJIs
Bi3yamizamii 1  exorpadiyHoi  OIIHKH  iX
Mopdosorii. SAckpaBum MPUKIIAI0OM
MOXXJIMBOCTI ~ €(peKTUBHOI  JTIarHOCTUKH 1

JIKyBaHHS, Ha MiJCTaBl HANMIOro 0araTOpi4YHOTrO
JOCBIY, € YpaXEHHS HUPOK, MIAIMLTYHKOBOL
3aJI034, JIETEHIB, MMEYiHKH, CKETIETY
BHYTPIIIHBOYTPOOHOTO TIJI0/IA.
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BkopoyeHHa nepegnnivyga Ta HopmarbHi po3mipu cTterHa,
HOpMarbHe nne4ye BKOPOYEHHS FOMISKN

Puc. 14. Me3ameniuna oucnna3zia y mamepi ma OumuHu
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Puc. 15. Me3ameniuna oucnnazia y mamepi ma oumuHu

: .__5?%;. 5

Puc. 16. Bacimnicmo 34 muosicns. Kicma acunuxa. llicna napooicenns oumuna npooneposana.
Miacno3 niomeeposcenuil
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Puc. 17. /liagppacmanvna xkuna.
Jumuna npooneposana ¢ nepuii 200uHU RIC/IA HAPOOHCEHH. 300DP06da.

[0
22104

WA 48L/C
154cm /19

OB 1l 12 K W RADASLIOB M1 12 Kha
i 1 24783cm (232 Tis 01 07520
B

Puc. 18. Cnocmepescennn TEJIA nicna EKO y scinku i3 mymauiero nonimopghuux zenie ponammnozo
uuky, zinepzomoyucmeinemicro, @ITH enacniook mpomoo3sy cyoun xopiony
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Puc. 19. Cnocmepescennn TEJIA nicna EKO y scinku i3 mymauyiero nonimopghnux zenie ponamnozo
uuky, cinepzomoyucmeinemicro, @ITH enacniook mpomoo3sy cyoun xopiony

" SwiA
Kharkov SMGC ~OPE. OBYYE a Kharkev smae -OPE- 0B 378

Kharkoy SMGC -OPE - ol M

" Kharkoy sMoC -OPE- 0B 375
T

Puc. 20. I'ecmos3 sazimnoi. Memaéboniuna kpusza y nnooa. Ilankpeamonamisn
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AHami3 CTPYKTYpPH CMEPTHOCTI JITEeH Bix
0 mo 17 pokiB UIOCTPYE HaBEJCHI JaHl TPoO Te,
mo BBP Tta mepunatanbHi craHu 3a0HparoTh
KuTTs y 54% miteit. B miit crpyktypi BBP
MalTh  TEHACHII0 70  3MEHIIEHHs, a
MepUHATAIbHI CTaHU 3JIUIIAIOTHCS CTaOLIBLHO
BHUCOKHMH. i TaHHI BKa3yIOTh Ha
HEBUKOPUCTaHI  MOXJIMBOCTI  MpEHATaJIbHOI
JMIarHOCTUKH  BITAJIBHUX TIOPYHIEHb TUIOJIB,

0-17 pokiB

(Bcboro 406 BMnapgkKiB)

BIJICYTHICTh  1HAMBIAYadbHOTO  €(QEKTUBHOTO
CIIOCTEPEKEHHSI 3a BariTHOIO 13 BIACYTHICTIO
BpaxyBaHHA Oe31IHHOI 1H(OopMaIlii mpo poaoBia
B KOXHI# ciM’i, iHpopMallii, iIka € OXOPOHHOIO
rpaMoTOIO /I 6araTh0X MOKOIIHB HAIIAAKIB. 3a
piBHEM 1H(OPMATHUBHOCTI JaHHI POJOBOAY 1
MOJIEKYJISIPHOTO JTOCIIIPKEHHS CIiBManamTh. Lle
notpedye TepMiHOBOTO BBEJIEHHS iH(opMartii 10
MEINYHUX KapT BariTHHX.

0,
13’4(.) o 11.20% 32,80%
(14 Aired) (133 gnTunHN)
5,20%

(21 guTnHa)

6,40%
(26 piten)

19,20%

(78 piten) 21,20%

O MNepuHaTankeHi cTaHn
m BBP

B HewacHi Bunagku

B XBOpOoOM HEPBOBOI CUCTEMM
B HoBoyTBOpEHHS

O IHdekuinHi Xcbopobu

O IHLWi

(86 giten)

15-17 pokiB
(Bcboro 47 Bunagkis)
12.70%

12,80%
(6 piten)

12,80%
(6 piten
no 2
BMNagKMW)

61,70%
(29 piten)
B HewacHi Bunagkm
B XBopobu HepBoBOI cuctemu, BBP,

XBOpPOOM €HOOKPUHHOT cUcTEMU
O HoBoyTBOpEHHS

B |HLWi

Puc. 21. Cmpykmypa cmepmuocmi dimeit 6io 0 0o 17 pokis,
6 m.u. nionimxkie 15-17 poxie (%)

CKpUHIHTOBI MPOTrpaMy MarOTh BUCOKUI
edeKT BiJ paHHHOTO BHUSBICHHS 1 aJCKBATHOTO
JIKyBaHHA [T 3 TaKUMH  CIAJAKOBHUMH
3aXBOPIOBAHHAMH, A SKHUX ICHYIOTh Yy CBITI
aJiekBaTHI pealumiTamiiiai 3axomu. B perioni
OTPUMAHO BUCOKUH €(EeKT BiJl BIPOBAKCHHS

ckpuniary Ha OKYVY, rimorupeos, opraniuHi
aiaypii, nediuut Qomarnoro wwmkay. e
HUIIX TPETHHHOI NPOQIIAKTUKH HEOOXiTHHUN
JITSIM, SIKI 1€ 10 HApO/DKEHHS MAaloTh IEBHI
NOMUJIKM B TepeAadi reHeTH4YHoi iHdopmarii.
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- £ 3
ensurenEnT
53

BaratoBoaas
Hedopmauia xpebta MakpocTomis.

Puc. 22. Konmpaxmypna apaxuooaxminis

RESIONAL MEDICAL GEMETL

SEST. CALC
LHp=36-12

9-98

. = F 3.5 G8z pu 70
EASUREMENT | 1 9 - RS
iy cLEAR | D15 | ArEA-E _ArEa-t ' nExr
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Puc. 23. Adopeno-zenimanvruii cunopom

AHami3z JuHAMIKM  3aXBOPIOBAHHOCTI  JITEH
TaKOX CBIAYWUTH TPO TEHIEHII0, Tpo il
3HIDKCHHS 32 paxyHOK B3aeMojii JiiKapiB-

KIHIIKUCTIB 1 TEHETHKIB. 3aBIsIKM Tporpami
FCHETUYHOTO MOHITOPUHTY, S5Ka IPOJOBKYE
CBOIO po0OTY i choroHi, Oubiie Hixk 90% miteit
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3 BBP Ta cnagkoBumu 3axBOPIOBaHHAMH
OepyThCsl HA NUCIIAHCEPHUUW JOTIIAN y TepIi

JIOTIOMOT' 0O MIPUHITUIIIB KIIIHIYHOL
MIPOTEOTEHOMIKH, SIK TPO II€ 1 CBiAUaTh HABEICHI

Micsami OKATTA. JllarHO3  yTOYHIOETBCS 32 UTFOCTpAIIii.
3000,0
2353,1 -]
= 2083,0
2054,0 ,/0\. , 3 .
aXBOPOBAHICTb
2000,0 P .
15228 15105 ~0-TlowWwmpeHicTb xBopob

1500.0 1336.9 1472,8 -~ .

1 ./ v \/
1000,0 M

2001 pik 2005 pik 2007 pik 2008 pik
MowwupeHicTb 3axBoproBaHiCcTb
XBOpOOU opraHiB guxaHHa — 971,1 XBopobu opraHiB guxaHHsa — 722,6
XBopobu opraHiB XBOpo6M LLUKipK Ta NigLLKIPHOT
TpaBneHHsa — 195,7 KIiTKOBMHM — 88,6
XBOpOOU OKa Ta NPMAATKOBOro IHdEKLiNHI Ta napa3uTapHi
anaparty — 116,6 XBOpoou — 69,9
. - |
Puc. 24. lunamika 3axeopiosanocmi oimeiu Xapkiecokoi ooracmi (na 1000 oimeir)
3akj09eHHs
HaBeneni nmaHHi cBiguaTh TpO  HETaWHy JUCTIAHECEPHMI JIOTJISAT BOJTHOYAC 34 BATiTHOIO 1

HEOOXITHICTh 3MIHUTH Ha IIiJICTaBl Cy4YacHUX
3HaHb CHUCTEMY MEIMYHOTO Harisiay 3a
HNOJPYXOKSIM 10 3aIUTIHEHHS,  XapakTep
CIIOCTePEKCHHS 32 BariTHOIO, TIEPEUTH Ha

11 HEHAPOJIKEHOIO0 JUTHUHOIO, CIIPUINMAIOUH iX SIK
€IUHY CHCTeMY, TNOOyJOBaHY 3a MPHUHIUIIOM
«TaJbBAaHIYHOTO €JIEMEHTY.

21



«Bce moBHIaBIIMIA HA IIyTH CBOEM,
HN3BexaBumii Bce ropecTu HA CBeETeE,
M3 6J1ar 3eMHBIX MOJIIO 51 00 OTHOM:
IlycTh HUKOrIa HE yMUPAIOT AeTH!

S noHuMar —3TOMy He OBITD,

CMmepTs 0e3 pa30opa paccTaBJisieT CeTH,
N Bce Taku 51 He yCTaHy FOBOPHUTH!
IlycTh HUKOrIa He yMUPAIOT AeTH!

He pacnycTurhbcest 1epeBy onsiTh,
KoTtopomy 3uMoii BeCHA He CHUTCH.

O HeBO3MO3KHOM €CJIM He MeuTaTh,
To BpsiA JiM U BO3MOKHOE CBEPIIUTCS.

1 mup BocnpuHMMar 0e3 nmpuKkpac
N xu3Hb He B PO30BOM f1 BUKY CBeTe,
N Bce Taku KpU4y CTO NEepPBbIHA pa3:
IIycTs HUKOIIA HE YMHUPAIOT JAeTH»

I KPACYHS —ETAJIOH CYYACHUX MOXKJIUBOCTEM COEIIAJICTIB I CIM'I Y
IHOBEPHEHHI 1O AKICHOI'O KUTTA
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PE3IOME

[IpenaranpHa miarHOCTHKAa 3MiHIOE CBOKO CyTh. B mepmii 50 pokiB cBOro po3BUTKY BOHA
BITHOCWJIACH JI0 METOJIB, 3a JONOMOTOI0 SIKHX BH3HAYAETHCS HASBHICTh BaJl PO3BUTKY Yy I
HEHAPOJKEHOT JUTUHU. 3aBISIKU CTPIMKOMY PO3BUTKY MOJIEKYJISIPHOI TEHETUKHU Ta CY4aCHUX Bi3yaJbHHX
TEXHOJIOT1i, BOHA 3MIHIOE MiJXiJ 3 €BTaHA3IMHOTO 10 TepameBTHYHOro. [losiBa TepMiHy «MeTuIHA
IJIOy» CBIIYUTH PO T€, IO JOCTITHUKUA MalOTh MOKJIMBICTh MPOBECTH OaraTtomapaMeTpU4Hy OIlIHKY
I0Ja 1 CIpsSMyBaTH PE3yJIbTaTH JIOCIHIKEHb Ha PO3pOoOKy e(heKTHBHOTO JiKyBaHHS. HapomkeHHs
MEPCOHAI30BaHOT MEAMIIMHM 1 TOEJHAHHA i1 3 MPEHATATHHOK MEIUIIMHOI0 TaKOX 3MIHIOE HAMpPSIMOK
KOpeKIIii 3aXBoproBaHb miojaa. Came 1iuM mpoOsemMaM MpucBsueHa po0oTa, sika 0a3yeThCsi HA BUBYEHHI
npo0ieMH TPEeHAaTalbHOT TIarHOCTUKHM 3 TO3WINI CydacHO! KIIHIYHOI MpoTeoreHoMiku. HaBemeHi y
po0oTi AaHHI CBiY4aTh MPO HETaiHy HEOOXiTHICTh 3MIHMTH Ha IMiJICTaBl Cy4aCHUX 3HAHb CHCTEMY
MEJMYHOIO HATJIsAy 3a HOJPYXOKAM JI0 3aIlIiIHEHHS, XapaKTep CIOCTEPEXEHHs 3a BariTHOM; MeperTu
Ha JUCTAHCEPHUI MIOTJIS] BOJHOYAC 32 BAriTHOIO 1 1 HEHAPOKEHOI0 NUTHUHOIO, CIIPHHUMArO4M iX SK
€/IMHY CUCTEMY, TOOYJOBAHY 3a MPUHIUIIOM «TaJIbBAHIYHOT'O EJIEMEHTY.

KumrouoBi caoBa: nemorpadiuyna curyarlisi, CTPyKTypa CMEpPTHOCTI, TpeHaTajibHI CTaHH,
XPOMOCOMHI MOPYIIEHHS, TOTIMOP]i3M, BariTHICTh, MPOTPAMU CKPUHIHTY.

PE3IOME

[IpenaranpHasi JAMArHOCTHKAa MeEHSET CBOIO CyTh. B mepBeie 50 et cBoero pas3BUTHS OHa
OTHOCHJIaCh K METOJaM, C TOMOILBIO KOTOPBIX OIpeNessieTcs HaJuuue IMOPOKOB Pa3BUTHUS Yy ellle
HepojauBlIerocs pebeHka. brarogaps CTpeMUTENBHOMY pa3BUTHIO MOJIEKYJSIDHOM T€HETUKH U
COBPEMEHHBIX BM3YyaJbHbIX TEXHOJIOTUH, OHA M3MEHAET TOJAXOA C 93BTaHA3MOHHOI'O K
TepaneBTuueckoMy. IlosiBieHne TepMHMHAa «MEIUIMHA IUIO/A» CBUJCTEIBCTBYET O TOM, YTO
UCCIIEZIOBATEIM MOTYT MPOBECTH MHOTONAPAaMETPUUYECKYIO0 OIEHKY IJIoJa M HAalpaBUTh Pe3yJIbTaThl
ucclieZIoBaHui Ha pa3paboTky 3ddekTuBHOrO Nedenus. PoxxieHre nepcoHaaIn3upoBaHHON MEeTMIIUHBI U
COUYETAaHUE €€ C MIPEHATATbHON MEeIUIIMHON TaKKe MEHsIET HalpaBJeHne KOPPEeKIUH 3a001eBaHNH TU10/1a.
NmMenno »TuMm mpolOiieMaM TMOCBsiIeHa paboTra, KoTopas Oa3upyeTrcs Ha H3yYE€HHUH MPOOJIeMbl
MpeHaTaJIbHON JUArHOCTUKHU C TIO3UIIMU COBPEMEHHOMN KIIMHUYECKON MpoTeoreHoMukH. [IpuBenenHbie B
paboTe JaHHBIE CBUJIETENILCTBYIOT O HEOOXOJIMMOCTH M3MEHHTh HAa OCHOBAHWU COBPEMEHHBIX 3HAHUI
CHUCTEMY MEJMLMHCKOTrO HaOJIOACHUS 3a CYHpYraMH 110 OIUIOJOTBOPEHUS, XapakTep HaOJIOJEHUs 3a
OepeMeHHOH, TepelTH Ha JHWCIIaHCepHOe HaOJo/IeHne OJHOBPEMEHHO 3a OepeMEeHHOW U ee elle
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HapOJMBIIUMCS pEeOCHKOM, BOCIPUHUMAs HMX KaK €IUHYI0 CHUCTEMY, IOCTPOEHHYIO M0 MNPUHIUITY
«TaJIbBAHUYECKOTO JIEMEHTa».

KuaroueBble ciaoBa: nemorpaduueckas cuTyanusi, CTPYKTypa CMEpPTHOCTH, IpEHaTalbHbIE
COCTOSIHMSI, XPOMOCOMHBIE HapyILIeHUs, TOTUMOPPU3M, OEpEMEHHOCTb, IPOrpaMMbl CKPUHHHTA.

SUMMARY

Prenatal diagnostics is changing its essencet $ryears of its development it was referred to
the methods which determined presence of congeatitabrmalities in unborn children. Duettte fast
development of molecular genetics and modern vidgeehnology, it changes the approach from
euthanasian to the therapeutic. The appearante ¢étm "fetal medicine" suggests that researateenrs
conduct multi-parameter evaluation of the fetus givé the results of research to work out effective
treatment. Birth of personalized medicine and d@mbination with prenatal medicine is also changing
the direction of correction of diseases of thedelthe work is devoted to these issues, whichssdan
a study of the problems of prenatal diagnosis fitka position of current clinical proteogenomics.
Presented data testifies the need to change thensyd medical monitoring spouses before fertilaat
considering modern knowledges, also the natureasfitoring pregnant women, to start the dispensary
observation of the pregnant woman and her unboild ah the same time, treating them as a unified
system based on the principle of a galvanic cell.

Key words: demography, structure of mortality, prenatal ctods, chromosomal abnormalities,
polymorphism, pregnancy, screening program.
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