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Pe3ztome. B cmammi nagedeno ocHo8Hi npobremu diazHocmu-
KU CHAOKOBUX X80p0oO ma ypooxcenux 6ao pozsumky. [loxasa-
HA 8AXCIUBICNG NPEeEeHMUBHOT MeOUYUHU, NPOSPAM MACOBO20

CKPUHIH2Y 6A2IMHUX MA HEMOGNAM 3 2eHeMUYHOI0 NAMOJI0-
2i€l0, 3HaYeHHs paAHHbOI 0iaeHOCMUKY Ma KOpeKyii.

BaxnusicTh reHETHKH B mexiarpii BH3HaA4Ya-
€ThCSI « BAHTAXKEM» CIAAKOBOI MATOMOrI v AITCH,
AKa € HE NTHIIEC MEIUYHOK, alc ¥ COLIaIbHOK
npobnemoro. CymapHo 5% KHUBOHAPOKCHUX [i-
TeH MalwTh VPOMKEHY Ta CHAaJKOBY INATOJOTIO.
[TomupeHicTh T€HHUX XBOPOO cepely HEMOBIAT
ckaagae 1,0%, xpomocomuux — 0,5%, HEecywmic-
HICTh MaTepl Ta mioay 3a aHturcHamu — 0,4%.
e ogHUM BHU3HAYaJIbHUM (AKTOPOM BaXKJIHUBOC-
Ti CIIaJKOBOTO «BaHTAXy» B meaiaTpii € paHHs
MaHidecTauis cnagkoBux xBopo6. Yacrora wii-
HiYHOI MaHidecTauii MaTOJOTIYHUX CTaHIB, fKI
MalTh MOYATOK YV BHYTPIMHBOYTPOOHOMY TEpi-
oxi, cranoButh 25%. Edextu natomoriunux cra-
HIB, SIKI BUHUKAKTh aHTCHATAJbHO, MPU3BOIATH
J0 TiIBUIICHHS PIBHS NEPUHATATBHOI CMEPTHOC-
Ti, IO HABITh YV PO3BUHYTUX KpaiHax csarae 40—
50%. Ha cporoaHi HaiiO1/IbII Ba)KJIUBUM 3aBAaH-
HAM cydacHoi mefniaTtpii Ta MEIHYHOI F€HETHKH
€ 3HIKCHHS MaTONOT1YHOTO €pEKTy TCHETUYHOTO
BAHTAXY IIISIXOM MPOBEICHHS CBOEYACHOI IpO-
(imaKTHKH.

HakonmuueHHss Ta cucTteMarusamis AaHUX
MpO CHAaJKOBI 3aXBOPIOBAHHA B PETiOHI — OJHA
3 OCHOBHHX 3aJa4 OXOPOHH 310poB . OaHi-
€10 3 GopM, fAKa AO3BOJISE OTPUMATH VSIBY IPO
PO3MIpPH T'C€HETUYHOTO BAHTAXy B MOMYJALIi, €
CTBOPEHHS peecTpy crnaakosoi martosorii. i pe-
€CTPHU J03BOJSIOTh TOYHO OLIHUTH B MOMYJISLii
YACTOTY HAPOJKCHHS AITCH 13 PI3HHUMH CIAJKO-
BHUMH 3aXBOPIOBAHHAMH Ta YPOIKCHUMH BaJaMH
PO3BUTKY, a TAKOK ¢(EKTUBHICTh MPOYiTaKTHKH
crmaakoBux Xxpopo6. Ha octanHI0 BIIHBarOTh Oa-
rato gakTopis, Vv TOMY YHCIi, pPIBEHb MEIHKO-TC-
HETUYHOI 0013HAHOCTI JiKapiB Ta noiHdopmoBa-
HICTh HACCJACHHS, a TAaKOXK B3a€EMOJIN 0ararbox
MEIUYHHUX CAYKO.

Ha cporogHimHid A¢HB peecTpauisi ypoKe-

HOi Ta CMaAKOBOI MaTOMOTi MPOBOAUTHCS JIUIIC
cepea aireti Bikom Bix 0 go 18 pokie. Hocui-
JOKCHHS CIIBBIAHOMICHHS JeMorpadivuHoi Ta
TCHIACPHOI CTPYKTYPHU, €IiAECMIONOTIYHHX 0CO-
OnUBOCTEH «TEPaTOreHHO-HEOE3MEYHUX» 1H(EK-
id, YHUHHUKIB OTOYYKYOTO CEPCAOBHUINA IIOI0
dbopMyBaHHS YPOMKCHUX AHOMATIH PO3BHUTKY B
IUIOAIB V MEPIOAUYHUX BHAAHHIX HOCSTBH €Mi30-
JUYHUM XapakTep.

CnaznkoBi XBOPOOH 3yCTPIYAKOTECA B IMPAKTHLI
Aikaps OyAb-sKoi COCLIANIBHOCTI, MAKOTh XPOHIY-
HUH mepedir 1 moTpeOyoTh 4acToi Ta TpuBamoi
rocmiTanizauii. He merme 25% nixkok y AUTSIYUX
cTalioHapax 3alMarTh MALl€HTH, SKI MAKTh Ie-
HeTuuHi AeperTu. Caia BIAMITHTH, IO JTIKYBaHHS
TAKUX XBOPHUX € HAA3BUYAWHO TOPOTOBAPTICHUM.
[IBuaKicTh Ta IHTCHCUBHICTH, 3 SKOK PO3BUBA-
€TBCSl TCHCTHKA JIIOJUHH, 3a4ilae yCcl MEIUYHI
CIEUiaTbHOCTI, V TOMY YHCII Ti, IO MPaUOTh Y
HAMPSIMKY NCPUHATAIbHOI MCAUIUHU,

Possurok megiatpii y XXI-my cropiuui xa-
PAKTEPU3YETHCS IMHUPOKUM MPAKTHYHHUM BHUKO-
PUCTAHHAM METOJIB MOJCKYJSIpHOi Ta Oioxi-
MI4HOI reHeTuKkHd. Ha cporomHi BigoMl BUMAJKH
VHINapPEHTHOTO YCMAaJKyBaHHSI, XBOPOO T'CHOM-
HOTO IMIPHHTUHIY, MITOXOHJApiadbHOI MAaTOJO-
rii, 3°sIcOBaHE 3HAYEHHS TPAHCIOKaUii reHETHY-
HOTO MaTepiany 3 oaHiei xpomocomu Ha iHmy. Li
BIAKPUTTS NOSCHIOKTh MNOCTIHHE PO3MIMUPECHHS
MEPENIKY CHagKOBUX XBOPOO aroauHu. Y crafii
CTAHOB/JCHHS MEepeOyBa€e BIKOBA TCHOMIKA THOAH-
HH.

JloCSTHEHHSI TCHECTHUKHM CHPHSIM 3MIHAM mMa-
paaurM KIiHIYHOI MEIULIMHU Ta HCOHATOJOTII.
Crana scHOW HEOOXIJHICTh NMEPEXOAY BiJ BUKO-
PHUCTAaHHS HAHUCKJIAJHIMHUX 1 AyKE AOPOTUX TEX-
HOJIOT1H, COPSIMOBAHUX HA MPOJOBKCHHS KUTTS,
SK MPABUIIO, YACTIIIE OC3HAAIHHO XBOPUX, TAKUX
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K TPaHCIUTAHTALs OPTaHiB, reMoJiani3, 1HTCH-
CHBHA TEpamisl Ta peaHiMaliss OO IHIIHX TEXHO-
Jorid npodiakTHYHOI Ta NPEBCHTUBHOI MEIU-
LHHU — METO/(1B MPESHATAAbHOI A1arHOCTHKH yPO-
JKCHHX 1 CMAAKOBHUX XBOPOO, PO3MIUPEHHS MPO-
rpaM MacoBOTrO 1 CEJICKTUBHOIO CKPHHIHTY Ha I
XBOPOOH, BIPOBAIKCHHS METOIB TPAHCILIAHTA-
uii reHiB, KJIiTHH, TKAHUH, XipypriyHoi kopekuii
ypomxkeHux Baj po3BuTKy (YBP) y BCix karero-
pi¥ maLi€HTiB Ta y OYAb-IKOMY BIKOBOMY IEpio-
ai. [Hakme xKaxkyuyu, 3a JaHUMH HAyKOBLIIB, CJIi[
30CEpPEIUTH 3HAYHO OifbIIC VBArU Ta PECYPCIB
Ha MOYATKY XUTTA, HI’K Ha «PATYBAJTbHUX» 3a-
X0/Jax Mpu Horo nepeavacHomy 3akinuenHi. Cuifg
CKa3aTH, M0 TAKUU 'YMaHICTUYHHHN MIAX1J € CKO-
HOMIYHO JOPOTOBAPTICHUM, aje BUMPaBAAHUM 1
Oiapm gockoHanuM. ['©HHA Tepamisi — €IUHHH
METO/ JTIKYBAaHHS CHaJKOBHUX XBOPOO, HAWOLIbII
cexTHBHUN V HEOHATaTBHOMY MEpioAl, 0coOaH-
BO V BHIIaAKaX, KOTH A1arHO3 BCTAHOBJICHO Mpe-
HAaTalbHO.

g mepiatpii Ta HEOHATONOT1i KIAIHIYHA FEHE-
THKa Mae ocoOause 3HaucHHs. [lexiarpy, Oiapm
HIK JIKapsSM 1HIIHX CTICLiaAbHOCTEH, HEOOX1HI
3HAHHS B rajay3l J1arHOCTHKH, JIKYBaHHS 1 MPoO-
(ITaKTHKH CHAaJKOBHX Ta YPOIKECHHX XBOPOO,
ockinbku 45% uux xBopob maunidectye a0 4 po-
kiB. IcHyroTe kpuTHuHI (asu, abo BikOBI 1HTEp-
BAallH PO3BUTKY JUTHHH, KOTH 00 €KTHBHO pEe-
CTPYIOTBCS MPOLECH MEPEKIIOUYCHHS T¢HETHYHOI
nporpaMu po3BUTKy. OJHHM 13 TaKUX MNECPIOAIB
€ HCOHATAJIbHHUU, TOMY HCOHATOJOT ITiACBIAOMO
BUCTYIA€ B POJIl F¢HETHKA. BiH mepmum moBu-
HCH BMITH 3aMA03PUTH yPOMKCHUN abo cmaj-
KOBHUH I'€HE3 pPaHHIX BIAXHWICHb B ajamnrtauii Ta
PO3BUTKY IUTHHH.

Jdns mpoBEACHHS CBOEYACHOI M1arHOCTHKH
VPOMKEHOI MaToiorii B HEOHATAJIbHOMY HEpio-
Il JOLIABHO IMOYHMHATH MEIUKO-TEHETUYHE KOH-
cynpryBanus (MI'K) Bxke y momorosomy crari-
oHapi. Icuyrote mesHi npobaemu MI'K y nmitei
V HEOHAaTalbHOMY TEPioAl, 3yMOBJICHI BaKKic-
TIO BCTaHOBICHHA AiarHo3. OcobnuBo 1e cTo-
CYETBCS MHOKHUHHUX VPOMKEHHX BaJ PO3BUTKY
(MYBP). 3a ganumu YepHiBeupkoi obmacTi, y
MOJIOTOBUX OYAMHKAxX posmi3HaeTbes Oimsa 50%
Baja po3BUTKY, O1ast 20% - B HEOHATATBHUX B1JTI-
acuusax JIITY micTa, mie CTIIBKH % — Y MOCTHEO-
HatanpHOMY miepioai. s Bepudikauii giarHosy
BAXKTHUBE 3HAYCHHS MAKTh JaHI aKyIIEPChKO-Ti-
HCKOJOTIYHOTO aHaMHE3y Ta pesyapratu Y3/ y
MPEHATAIbHOMY TIEPIOIIL.

VBP mnocimaroTe 4inbHE MicLE B CTPYKTYpi
XBOPOO Ta MPUYHH CMEPTHOCTI B MEPioAl HOBO-
HapomxkeHocTi. YacToTa YpPOMKCHHX aHOMATiH
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cepen HeMOBIAT cknagae 2,5%. Y cTpykTypi ne-
pUHATaIbHOI CMEPTHOCTI YPOKEHA Ta CHAIKO-
Ba MATOJIOTIS MOCiJae Apyre micue. BaxiusicTs
wiei mpoOneMu BU3HAYAETHCA HE JTUIIE YaCTOTO
JCTAaIbHUX BHIAJAKIB, ajJ¢ W HAsABHICTIO CYMYT-
HIX TSOKKHX XPOHIYHHX 3aXBOPIOBaHb, AKi MpH-
3BOJAITE 10 1HBamigizawii. Ha croroaHi B sSkOCTI
CKPHUHIHTY IIHPOKO 3acTocoByeThCs Y 3]l Ta BH-
3HaYCHHS OlOXIMIYHHX MapKepiB V CHUpPOBarTLi
KpoBi BariTHoi. Jng miaTBepIKEHHS AlarHO3Y
BUKOPUCTOBYIOTBCS TaKOXK MCETOAHM 1HBAa3HBHOI
I1arHOCTUKU. KoKHUI 13 METOA1B BUABIAE IEB-
HY TPYIY MAaTONOTIYHHUX CTAaHIB MI0JA, MaE CBOI
mepeBaru Ta HeAodiku. Jlume rpaMoTHE BHKO-
PUCTaHHA YCIX MEPEPaxOBaHUX METOIB JO3BO-
Jsi€ TMPaBHIBHO MOCTABHUTH JIarHO3 Ta 3HH3HUTH
YaCTOTY HAPOKCHHS JITEH 13 aHOMalmisiMH PO3-
BUTKY. [[pobneMoro € Te, o HEpigKo BHACTIAOK
MEBHOT HEAOBIPH A0 METOAIB AIarHOCTHKHU Ta BiJ
cTpaxy mnepen rinep0o/i30BaHOK MOXKIHUBICTIO
YCKJIaJHCHB, BaTITHI BiAMOBIISIIOTHCS B1J METO/IB
HCIHBA3MBHOI Ta 1HBA3WBHOI M1arHOCTHKHU, Hapa-
KAYK CC0C HA HAPOKCHHS TUTHHH-1HBAIIAA.

Ha crorogHi Beauka KiJIbKICTH HEMOBIIAT Ha-
POMKYETHCS 3 O3HAKaMu Tiemoekrasii (3a ga-
HuMH Y 3/ BaritHux). 3 Metow audepeHuiiiHoi
J1arHOCTHKH MapTh OyTH po3poONeHi 4iTKI Bi-
KOBI  AudepeHUiHO-I1arHOCTHYHI  KpHTEpii
(VHKLIOHAJIBHOTO Ta OPTaHIYHOTO YPaKCHHSI
4yamkoBO-MUCKOBOi cucremu (UMC) Ha migcTasi
3aCTOCYBAHHA AIYPETUYHOI coHorpadii Ak yHI-
BEPCAJBHOTO METOAY OOCTCIKEHHS, a Takoxk Y 3/|
Ta pagioizoTomHoi peHorpadii.

Y 70% aireti-inBamigis y Biui 0—15 pokis cro-
ctepirarwotscs posaagu 3 oboxky HHC, 3 vux 28,2
Ha 1000 BumagkiB MalTh YPOIKCHHHA XapakTep.
Ha croromui maii6imem uyactoro Bazowo I[HC e
rigpoucdanis. Yk¢ BUBUCHA KJIIHIYHA POJb Tij-
pouedanii y sagax po3sutky LIHC mpu mansdop-
MaI[isax, apaxHoiaTbHUX KICTaX, CUPUHTOMIENTIT,
JiTH nepmux MicsLiB JKHTTS, V IKUX MTOYHHAETh-
Cd HEIPOMOPLIMHUH PICT TOJOBH, MOBUHHI 00-
CTEKYBaTHCS 3 BHKOpPUCTAaHHAM Y3]l, ame mumie
MPT (3 ganumu caritajabHOI OPOCKI(Ii) AO3BOJILE
BepudikyBaTu aiarHo3s riapouedanii, nposectu
gudepeHianio 3 Makpoucdaaierd Ta OLIHUTH
c¢(peKTHBHICTh KOHCEPBATHBHOTO T4 ONEPATHBHO-
ro TiKYBaHHA. |3 3ampoBajiKCHHIM YV MPaKTUKY
3apy0iKHUX KIIHIK HEOHATaTbHOTO CKPHHIHTY,
JITH 3 TOPYIICHHSAMH CIYXY CTalH BUSBISITH-
csa panime. Cmig 3ayBaxuru, mo 50% Bumajkis
IIYXOTH MalTh TCHETHYHY MPUPOIY.

3a oCTaHHI POKM MAa€ MICHEC TCHACHI[S 0
301TBIICHHS KITBKOCTI MOE€JHAHUX BaJ PO3BUTKY
(ua 15%), mpu upomy 20-35% 3 HuX NOB s3aHI
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3 XpOMOCOMHHUMH 3aXBOPIOBAHHAMH. 32 HALTUMH
gauumu, 0ims 50% HemoBIAT 13 oMasoueae Ma-
OTh A0JaTKOBI ypoixkeHI aHoMaii, O0ias 35% ai-
TeH 13 minuHamMu ryou Ta/abo migHeO1HHSI MaTh
ypomxkeni Bagu cepipt (YBC). HatiGinbin yactoro
CynyTHBOIO Bagow npu Y BP mupok ta YBP ne-
respb € YBC, skl 4acTO BU3HAYAKOTh MPOTHO3 PO3-
BHUTKY HaTONOTIi, Y TOMY YHCJI MOJ0 BUIYKAHHS
JUTHHH. Y 3B S3KY 3 UUM 0COOIHBO aKTYalbHUM
€ BU3HAYCHHS YEProBOCTI HCBIAKIAAHUX CTaHIB,
CTamHICTh JIKYBaHHS, BHOIp TEPMiHIB KiHLECBOI
KOPEKLIi Baax PO3BUTKY, HaOIMKEHHS iX 10 Tep-
MiHIB 3aBepIICHHSI (POPMYBAHHS KOPTHUKO-BIiCLIC-
Pa’dbHHX 3B SA3KiB y TUTHHH.

BinpmicTe aBTOPiB CXWILIIOTHCSA A0 PaHHBOI
KOopekuii Bax po3BHUTKy. Pesynprath mikyBaHHSA
XipypriuHUX 3aXBOPIOBAHb YV HEMOBJT, SIK Hi B
OJHOMY 1HIIOMY PO3JLII MEIUIIHHU 3aJICKaTh
BiJ CBO€YACHOCTI AIarHOCTHKH. TOMY TaKUMH
BAXKTUBUMH € po3po0Ka Ta BIPOBAJKCHHS B
MPaKTHKY JIaTHOCTUYHHX MPOTpaM, MPOTOKOIIB
13 ypaxyBaHHAM aHATOMO-(i310JOTIYHUX BIaC-
THBOCTCH AUTHHU Ta (i310/0Tii ypakEeHOro Ba-
JOK0 OpraHa Yd CHCTEMH, 3aKOHIB CHHTpoOmii Ta
MiHIHBOCTI. OCHOBHUMU NPUYHHAMH CMEPTI Ai-
TEH € MO€JHAHI BaAU PO3BUTKY JKUTTEBO BAXKIIH-
Bux opranis, MYBP Ta rmuGoka HEJOHOIICHICTD.
BuBueHHs1 mpUYMH HE3aJ0BLTBHUX PE3yIbTATIB
ONEPATUBHOTO JIIKYBAaHHS, 1HTCHCUBHOI Tepa-
mii po- Ta micasomepauiffHOTo mepiogy, pos-
poOKka 3axo0fiB, COPSIMOBAaHHX Ha MPO(LIAKTHKY
YCKJIaJHCHb Ta METO/AIB peadimiTanii A03BOJHUTH
3HAYHO 3MCHIIMTH PIBEHb JCTAIBHOCTI V AITCH
B1g YBP.

XpomocoMmHl aHOMamii 3alMarTh MPOBIIHE
Micl€ B CTPYKTYPl NMPUYUH NPEHATANBHOI 3aru-
Oenmi eMOpiOHY, IUTOAIB, V 3arajJbHOMY BaHTaxi
MYVYBP ta nurauoi 1HBaIiAHOCTI Ta BUABISIOTHCA
y 14% aite, ki MarOTh BIACTABAHHS B HCPBOBO-
NMCHXIYHOMY PO3BHUTKY. [loumnHarouu 3 mepmoro
erany (mojoroBuit OYAWHOK) 3a HAsABHOCTI IO-
Ka3iB, BiAmoOBiAHO A0 Hakasy MO3 Vkpainu ta
Axkagemii meauuHux Hayk Ykpainu Big 31.12.03
Ne 641/84 «Ilpo ymockoHameHHsT MEIUKO-TE-
HETHYHOI JOMOMOTH B YKpaiHi», MPOBOAHUTHCSA
LUTOTCHETHYHE OOCTEKEHHS HOBOHAPOMKCHHUX
13 BUKOpHUCcTaHHAM qudepenuiioBaro gapOysaH-
Ha. JlOCTOBIpHHH PE3yIbTaT LUTOTCHETHYHOTO
JOCITI)KCHHSI MOKJIUBHH 32 YMOB NMPaBUIBHOTO
3a00py Ta TPAHCIOPTYBAHHS MaTepiany B LHUTO-
reHeTuyHy Jnabopatopiro. OcoOIHBO BaKIHBOKO
€ CTEPUIBHICTh, AKOi AOCATAIOTh 33 JOMOMOTO0
MyHKO1i BEHU Y IUTHHH aJalTOBAHOK BaKyyM-
HOK CHCTEMOK 3 HCOOXIAHOK KOHLICHTPALIEH
renapuHy. BusHaueHHS Oyab-sgKoi XpOMOCOMHO{

natonorii abo XpOMOCOMHOTO BapiaHTy B HOBO-
HapOJKCHOTO € MPHUBOJOM AN BHU3HAYCHHS Ka-
piotumny B 60aTbkiB Ta cuOCiB MpoOaHaa 3 METOIO
MPOTHO3Y 7151 POJUHH, 0COOJIHBO CTOCOBHO MaK-
OyTHIX BariTHocTed. LluToreHeTHuYHEe 0OCTEKCH-
H B1JIrpa€e HE OCTAHHIO PONb IPH BHOOPI Xipyp-
rivHoi TakTUKH. ToMy HaJA3BHYAWHO BajXKIUBO
MPaBUIBHO BCTAHOBHUTH KapiOTUII HEMOBIATH V
HaWOIMbII CTHCII TEPMIHU MICIS HAPOMKCHHSI.
Onnak, mposeJcHHS HeraWHoi 1HQY3iHHOI Tepa-
mii, aHTubakTepianpHoi Tepanii (SIKI BILTUBAKOTh
Ha picT MIM(QOLMTIB) V pa3i TSHKKOTO CTaHy IU-
THHH YacTO CTAIOTh Ha 3aBajl OTPUMAaHHS fKic-
HOTO Ipemapary Ta BIANOBIJHO AOCTOBIPHOTO
PE3VIBTATy LUTOTCHETHYHOTO JOCTIIKCHH.

XpoMOCOMHI MyTalii € TakOX HaWOLIBII Yac-
TOK NPUYUHOK BIACTABAHHS JITCH Yy HECPBOBO-
MCHXIYHOMY PO3BUTKY. BoOHH 3ycTpivarwTbCs
Ha0araTo 4YacTilie, HIX MOJCKYJIAPHI XBOPOOH.
Lle He nume xo6pe HaMm BigoMma xBopoba [layHa,
ane ¥ cuHApoM yjaMkoi X-XpoMocoMmu (dactora
1:1000-2000). BusBacHHs 301MbIICHHS 4YHCIa
HykiacotugHux noeropie CGG y kpainax 3axo-
Iy BHKOPHUCTOBYETHCS B SAKOCTI CKPHUHIHI-TEC-
Ty Ha IaMKy X-XpOMOCOMY. 3 MYTaLisIMH ICHIB
X-xpomocomu 0B’ s13aH0 20 CHHAPOMIB PO3yMO-
Boi BigcTangocti. Ha cporoaHi MosekymsipHa fia-
THOCTHKA L[UX NATOJOTIYHUX CTAHIB Ma€ CYTTEBE
3HAYCHHS I MpodIMTakTUYHOI mexiaTpii.

Ane MOKHM O XPOMOCOMHI XBOpOOU HE MiA-
JAralTh CKPHHIHTY, OCKITBKH XPOMOCOMHI BOHH
€ HCYCYBHHMH, a 1¢ roioBHa Bumora BOO3 mis
3ampOBAJKCHHS CKPHHIHT-TIPOTPaM V MeEIHLH-
Hi. OQHAK METOAH MOICKYISIPHOI LUTOTCHETHKU
MOXYTb CTATH HE3aMIHHUMH JJIsl MPEHATATbHOI
J1arHOCTHKH, KOJMH € PU3HUK HAPOIKCHHSA TUTH-
HU 3 PO3YMOBOIO BIACTANICTIO. 3a JOMOMOTO0
CYYacHUX LIUTOTCHETHYHHUX METOZiB 3abe3mevy-
€TbCS HaJiHHA J1arHOCTHKA HE JIMINC BUPaXKe-
HUX YPOMKCHHUX LIUTOTCHETHYHUX aHOMAIIH, aje
U HEBENUKUX MOPYLUICHb XPOMOCOM, SIKi BEAYTh
J0 HOBOYTBOPCHB. Y CIMEHHUX BUIAaAKaX TaKHX
dbopM MOKIHMBA AIarHOCTHKA OC3CUMIITOMHOTO
HOCIHCTBA.

Oco0muBi TPyAHON[I BUKIHKAE A1arHOCTHKA
yPOMKCHUX ACPEKTIB METa00MI3MY Y HEMOBJIAT.
3axBOPIOBAaHHS MEPEOITarOTh TSIKKO 1 3aKIHUY-
I0THCS JICTATBHO IIE A0 TOTO, K CTAE OUCBHIHOIO
cneuudivyaa meTaboiYHa Ta HEBPOIOTIYHA Kap-
THHA. B mepioJl HOBOHAPOMKEHOCTI MPOSIBIS-
€TbCa 25% BIAOMHX CHAJKOBUX XBOPOO 0OMiHY
peuosuH (CXOP).

3a roCTPOTOK MO4YaTKy Ta mepediroM cmaa-
KOBI XBOpoOHM HaraayowTh HeHpoiHdekmii Ta
HelipoaucTpec-cunapom. IlepebiraroTh BOHH
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MiJ TAaKUMH I1arHO3aMH-MAacKaMM SK TI1IMOKCHY-
Ho-imemiune ypaxeunus L{HC ta cencuc. Haii-
O1MBII YacTO Y HOBOHAPOMKCHUX MOPYINYEThCS
00MIH BYIICBOAIB (HEICPECHOCUMICTh JIAKTO3H,
caxapo3u, rajakTO3H, HAKOMMUYCHHS TTIKOTCHY).
BiapmicTe 13 HUX MarTh AP-THI yCmaaKyBaHHSL.
BuknroueHHs cknamaroTe dehdkoauctpodii 3 XP-
THIIOM ycHaakyBaHHI. MeraboniuHi MOpyIIEHHS
MaloTh PI3HOMAHITHI MPOSBH. Y HEOHATaIbHO-
My HEpioAl BOHHU MOXKYTh BKIHOYATH NMpoOIeMH
BUTOJ0OBYBAaHHS, JETAaprit0, CYAOMH, 3MIHCHHH
KPHK, TaxilmHOE, KOMY. 3aXBOPIOBAHHS TNECYIHKH,
MIOMaTisl Ta KapAioMmiomaTisi MOXYTh OYTH NpH
LBOMY fIK PAHHBOK, TaK 1 MI3HBOK O3HAKOIO.
Ho ocobnusocteit CXOP BigHOCATBCSA MOCTYHO-
BUHU MOYATOK, HASIBHICTh MPUXOBAHOTO MEPiOAY,
3B 430K 13 3MIHOK XapaKTepy BHIOJ0BYBAaHHSI.
[TporpeaientHicTs mepebdiry 3 BTpaTor (QVHKLIT
HE XapaKTCPHI J1s1 HEMOBJIAT.

Ha cporoani 3a momomororw JIHK-anamizy
MOKHa AiarHoctyBatH Oinbme 300 MOHOrCH-
HUX CIIaJKOBHX 3aXBOPHOBaHb Ta BCTAHOBIIOBATH
TFETEPO3UTOTHE HOCIMCTBO, IO BAXKIHBO IS iX
npodinakruku. Ha Ykpaiui e cmucox He BUXO-
IUTH 3a MExk1 150, 110 3aJE¢KUTh HE CTINBKHU Bij
kBamiikamii crneuiamicTiB, CKUIBKHU BiJ MOK/IH-
BOCTCH maboparopii.

J10 TCHETHMYHHMX TEXHOIOTIH MOXHA BITHECTH
TakoX 1 010XIMIYHI METOAU NIarHOCTHUKHU CIIan-
KOBHX XBOp00. bioxXiMiuHI MOPYIMIEHHS IPH LbO-
MY BKJIIOYAKOTh TINOIMIKEMIK, MeTabomiuyHUHA
auua03, rinepamoHiemiro. Ha cphorogui Oiiapme
700 cragkoBUX XBOPOO MOPYIICHOTO 0OMIHY pe-
YOBHMH MOKHA J1arHOCTYBAaTH 3a JOIIOMOT0OK0 0i0-
ximiyaux mMetoAiB. Cy4yacHl MeToaAu 010XIMIUHOL
JIarHOCTHKHM CIIaJKOBUX XBOPOO XapakTepHu-
3YEThCSd BUCOKOK TOYHICTH 1 MOMKIHBOK KOH-
CTPYKLI€K JBOX THIB MPOCIKIOYHX MPOTrpam:
1) nmpocirorui nporpaMu MacoBoi HEOHATATbHOI
JiarHOCTHKH XBOPOO Ha JOKIIHIYHOMY PIBHI;
2) ceNeKTHBHI MPOCIII0Y] NpOrpaMu — AlarHoc-
THKa XBOPOi AMTHHH 3 MiA03POK0 Ha CHAJKOBY
XBOpOOY Ha MiACTaBl KIAIHIYHOI KAPTHHHU.

PawjonanpHicTs HeOHaTalIbHOI MacoBoi mla-
FHOCTHUKH OKPEMHX CHAJKOBUX XBOPOO Mae OyTH
oOrpyHTOBAaHAa B KOXHIH KpaiHi CYMICHOK pO-
00TOI0 T'CHCTHKIB, HCOHATOJOTiB, MEAlaTpiB Ta
opraHizatopiB oxoponu 310poB s. Ilepesara
MPOCIIIOUHUX CENCKTHBHUX MPOTPaM y TOMY,
M0 MEPIIHN €Tanm MOXKE 3AIHMCHIOBATHCS Ha pe-
rioHaJIbHOMY PIBHI MEIHMKO-TCHETHYHOI abo
negiarpudHoi cyx0Ou. Metoam 0asyroTbes Ha
3aCTOCYBAHHI CKCIPEC-METOIB AKTHUBHOI [ia-
THOCTUKH PSAY CNagkoBHX 3axBoproosanb (DKY,
MYKOBICI[H/03, TIMOTHPEO3, AaAPCHO-TEHITAJb-
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HUi cuHapoM). CeleKTHBHE «IIPOCIIOBaHHI»
MPU3HAYCHE 151 KOHTHHTCHTIB, B IKHX OYIKY€E€Th-
Csl HAKOTTMYCHHS CTIaJKOBUX 3aXBOPIOBaHb (malli-
€HTH KITIHIK, OyIUHKIB 1HBAJIA1B, CTICLIIKII) 1 €
HEB1J €MHOI0 YaCTHHOK MPaKTHYHOI OXOPOHU
370POB S, SIK 1 MACOBUM CKPHUHIHT.

Jo Ha#ibinbm YacTUX MOJEKYISIPHHX XBO-
po6 3 AP-tunom ycmaakyBaHHS BiJHOCHTBCH
¢deninketonypisa (OPKVY). bes csoeuacHoro cme-
undivHoro dikysaHHS v AuTHHU B 100% Buman-
KiB BHHHUKae iHBamigusyrwoue ypaxkenus L[IHC.
CKpHHIHT NPOBOAUTHCS B YMOBAax IOJOTOBOTO
Oymuuky. Cruig BIAMITUTH, MO B P/l BUMAAKIB
MEPIIMI aHami3 KPOBI V MEPLIi JHI KUTTS MICTA
HapOKCHHS JTUIIE TPOXHU MNEPEBUILY € HOPMY de-
HimanaHiny (@A), B qux BUMagKax CJijJ IPOBEC-
TH MOHITOpPUHT BMicTy ®A BmpomoBk mepmoro
MICSILS JKUTTS JUTHHH.

B cTpykTypi XpOHIYHHX 3aXBOPHOBAHB JICTCHb
Ha YacTKy CHaJKOBOI Ta MPUPOIKEHOI maronorii
npunagae 4,6-20,0% Bix ycix BUMagkie, v T.U.
CMAaJAKOBI MOHOTCHHI XBOPOOH CKIAAAITh OJHU3b-
ko 1,0%. Ha croroaHi, sk Bke OyJI0 CKa3aHO
paHile, IPOBOJUTHCSI MacOBUH CKPHUHIHT HOBO-
HAapOJKEHUX HAa BUSABJICHHSI MYKOBICIUIO3Y SK
HaWYyacTIMOro CMajgKOBOIO 3aXBOPIOBAHHSI, IS
SKOT'0 3aIPOMOHOBAHO METOAM 3aMiCHOI Ta TCH-
Hoi Tepamii. B €Bpomi ta B YkpaiHi 3’ gaBuiucs
crewianbHI UEHTPH AT XBOPHUX HA MYKOBICIU-
J03. JlocmigsKeHHST HOCIMCTBA I'€HA MYKOBICLIH-
J03y TMOKA3aHE Mal[ieHTaM, B CIM sAX SKHX BIJ-
MIYaqucs BUIMAAKH 3aXBOPIOBAHHA Y ONU3BKHX
poanuis. Akmo B ciM’i € XBOpUH poauy, HOro
chaix oOCTEXKUTH, B MEPIIY YEPTY — BUSBICHHSA
MyTauii CYTTEBO CIPOCTHTH NMPOLEAYPY 1ACHTH-
¢ikauii aHOMaJIbHOTO I'¢Ha Y OMU3bKUX POJUYIB.

Jns mopiBHSHHS CAIA BIAMITHTH, mo B Pocii
TaKoX MPOBOAUTHCS CKPHHIHT-A1arHOCTHKA Ta-
KHX 3aXBOPIOBaHb, sIK ramakrosemis, y CLIA
CKPHHIHT V MONTOTOBOMY OVIHHKY 3I1HCHIOETBCS
Ha 8 HaiOimpm yacTux CXOP.

Ha crorogni icHyroTe 1 TeBHI mpoOmemu,
MOB A3aH1 3 A1arHOCTHKOK Ta JIKYBaHHAM pin-
KICHUX 3axBoproBaHb. [lepm 3a Bce, caim mia-
KPECJIHUTH, IO B KpaiHl BIiACYTHIH peecTp XBO-
pPUX 13 PIAKICHUMH HATOJOTIYHUMH CTaHAMHU, 1,
BIATIOBIJHO, HE TIPOBOJUTHCS iX MOHITOPYBaHHS,
HEMA€ €TUHUX MMPOTOKOJIIB 1 CTAHAAPTIB A1arHOC-
THKH Ta JIKyBaHHSA mauieHTiB. JliarHOCTUYHI
MOJKJIHUBOCTI MEAMYHHX YCTAaHOB € HEJOCTATHI-
MH, MaJi0 JIKapiB, SKi MawTh AOCBIJ MOAiOHOI
JISTBHOCTI, HE po3poOliicHl Ta HE BBEACHI B V-
0oBUIT MPOLEC CTYACHTIB Ta JiKapiB HEOOXIAHI
MPOTPaMHU MiATOTOBKH BIANOBiJHHUX (axiBuiB. Y
Hamrii kpaiHi BKpall Malo BUCOKOCIELiaTi3oBa-
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HuX nabopatopiii. BoHu € nume B AeIKUX MicTax
Vxkpainu (Kues, Xapkis). [Hoai 6iomarepian ang
JOCIIKCHb HampasisieThcs B Pocito. barbku
YaCTO BUMYIICHI CAMOCTIHHO IIYKATH BUXI1J AJIS
00CTeKECHHS AITEH Y MEIUKO-TCHCTHYHHX Jia-
Oopatopisnx Itanii, [Tonpmi ta iHmux kpain. Le
MPU3BOJUTH A0 TOTO, IO 3A¢OiAbIIOTO, THime 5%
xBOpoO posmizHaeTbes Ha | cramii 3axBoproBaH-
Hs, a 70% — Ha TpeTii.

Bxpaii BaXTUBUM € MUTAHHA TiKyBaHHS JITCH
13 OpraHHUMH 3axBOoproBaHHAMH. Ha croromni
JITSM 31 CMAAKOBHUMH 3aXBOPKBAHHIMH HEO0-
XiHA JOporoBapTicHAa (EpMEHT-3aMiCHA Tepa-
Mmisi BIPOAOBK BCHOTO KHUTTA, MNOTPiOHA TpaH-
CIUIAHTALld KICTKOBOTO MO3KY (CTOBOYpPOBHX
KIITHH), reMoTeparmis. Aje Bce X Taku Tepamis
ICHY€, X04a Mpo 1e, HAXKalb, 3HAIOTh JaJICKO HE
BC1 MALIIEHTH Ta MPaKTHYHI JTiKapi.

IHmor npobmeMo0 € BIACYTHICTH HEOOXIiA-
HUX mpemnapariB Ha (papMaLeBTHYHOMY PUHKY
kpaitu. IX BUPOOHHITBO 3AIHCHIOETHCS THIIE 3a
KOPAOHOM, A¢ (papManeBTHYHI KOMIIaHII MawTh
3HAYHY MIATPHMKY 3 Ooky aepkasu. Jligzepamu
B 1arHOCTHI Ta JIKyBaHHI PIAKICHHUX XBOPOO y
aiteit € Opanuis, a rakoxk Amepuka, HiMmeuunna
ta Aurnis. B Ykpaini, sk 1 8 Pocii, HeoOxigHi mi-
KapchbKi MpernapaTy HE JTHIIC HE BUITY CKAIOThCH,
ane ¥, Ha )Kalb, HE 3aKYMOBYIOThCS a00 cBOEYAC-
HO HE JTILCH3YIOTHC.

Y 60-x pokax XX CTOMITTS CTATU BIAOMI Mi-
ToxoHapiadabHi xBopobu (MTX). Kracuunumu
nposisamu MTX BBakaroThCst Miomarii Ta €HIC-
damomarii, makTaT-aluA03, OPTaHIYHI alUACMIi
1 heHOMEH «PBAHHUX» YEPBOHHUX M A30BHX BOJIO-
KOH, L0 BHSBJSETHCS NMPH CBITIOBIH MIKPOCKO-
mii M’s130Bux OionTatiB. ChOromHl 3 COBYETHCS
3HAUYHHH KI1HIYHUHA nmoxiMopdism MTX.

HunsaramiiiHa kapAioMionaris NpH MITOXOH-
IpiadpHHX XBOpoOax Moxke OyTH MOB s13aHa 3
HecTauer mUTOXpoM-C-OKCUAA3H, 3 MOPYLICH-
HSM TPOLECIB 0ETa-OKUCHECHHS KUPHUX KHUCIOT
Ta AepiuUTOM KapHITHHY. Takl MyTamii MOXYTb
CIIPUYHUHUTH JICTATbHUHA BUXI[.

3 HEAOCTATHICTIO MITOXOHApianbHUX Qep-
MCHTIB MOB 53aHO BHUHHKHCHHSI HCOHATAJIBHOTO
HeHpoaucTpec-CuHApoMy (JTakrar-auuaos). Y
Mockoecekomy HJII meamiatpii Tta aursdoi xi-
pyprii MO3 P® cTeOopeHO mporpamy AiarHoCTH-
ku MTX y giteii. Bona Braouae 10 CaiKEHHS
piBHS TakTarty, MipyBaTy SK CKPHHIHT-TECT, LIO
MPOBOAUTHCS MiCJIS BHYTPIMIHBOBECHHOTO BEICH-
HS TIIOKO3H, AOCHIJKEHHS CIEKTPY OPTaHIYHHUX
KHCJIOT KpOBI H cedl METOAOM XpPOMaTo-Mac-
CIIEKTPOMETPii; EAECKTPOHHY MIKPOCKOMIIO Mi-
TOXOH/JPIH Ta TICTOJOTIYHE AOCTIIKCHHS (ep-

MCHTIB [JUXaJbHOTO JaHIOra MITOXOHAPIH B
flomTari CKEJICTHOTO M 5I3Y.

3HAYHOK MPOOJICMOI HA CbOTOAHI € ASMIETI-
HI3YIOUl XBOPOOU HEPBOBOI cHCTEMH V AiTed. [o
3aXBOPIOBaHb 3 AC(EKTOM YTBOPCHHS MIENiHY,
KWW 3YMOBICHUH CTIaJKOBUMH YHHHHUKAMH, BiJ-
HocAThCA nelikoguctpodii. BoHu cympoBomxky-
I0ThCSI TIOBHOIO aTpodi€r0 OUCKIB 30POBUX HE-
pBiB. [iarHocTHKa 3AIHCHIOETHCS 32 AOMOMOTOIO
JAHK-anamizy. BaxkauBuM MOMEHTOM Ajst AITCH
13 JEMIEMIHI3YIOUHMH 3aXBOPIOBAHHAMH € T€, IO
BOHH MarTh 3BLIBHITHUCS BiJ MPOBEACHHS IPO-
(ITaKTUYHUX MEIUVIEHb V 3B S3KY 3 HASBHICTIO
TPUBAKYOTrO ACTCHEPATHBHOTO MPOLECY.

Benuka kinmpkicTh (aKTOPiB MOMKYTh BUKIIH-
KaTH PO3BHUTOK HAmagiB CYJOMHOTO XapakTepy.
Cepen HUX HE OCTAHHIO POJIb BIAITPAKThH CIaja-
KOBI YHHHUKH — Manbdopmanii MO3Ky, dakoma-
TO3HM, BHYTPIIIHBOYTPOOHI i1H}eEKLUii, Merado-
AlYHI PO3MaAu, CyAuHHI aHoMmajiii. BusHaucHHsS
PiBHS ayTOAHTHUTIA A0 TIyTaMaTHUX PELENTOPiB
GluRl y cuposarui kpoBi (TECT mapoKCU3Mab-
HOi aKTHBHOCTI) MOE BHKOPHUCTOBYBATHUCS IS
gudepeHuiiHOl 11arHOCTUKU CYAOM CMiICIITHY-
HOTO Ta HEEMIICNTHYHOrO0 T€HE3y B AITCH, BU-
3HAYEHHS MPOTHO3Y, CTYICHSA KOMIIEHcaumii Ta
OLIHKHU €()CKTHBHOCTI PELECNITOPIB.

[Tpu cminaneHil amioTpodii Bepanira-T'odd-
MaHa, Y 3B 43Ky 3 HCCHPHATIHBUM IPOTHO30M
3aXBOPIOBAHHS Ta BAXKKICTIO mepediry, HeoOXin-
HUM € TIPOBEACHHS KIIHIKO-emeKkTpoMiorpadiy-
Hoi ta mpamoi JHK-miarHocTtuku mpobanga, v
TOMY YHCHI, AJS 3JIACHCHHS LIICCIPAMOBAHOL
MpeHaTaabHOi AIarHOCTUKW HACTYIIHHUX BariT-
HOCTEH.

Opniero 31 cmagkoBUX NpHYHH (OpPMYBaH-
HS PaHHBOTO AaTEPOCKICO3Y CVIHH BBAXKAETh-
cq ciMelHa rinmepxonucTepuHeMisa 3 Al Thmom
ycmaakyBaHHg. YactoTa guchimigeMiii craHo-
BuTh 1:20-500 miTe#, BKIHOYAYM HOBOHAPO-
JUKCHUX. 3aXBOPIOBAHHS 3YMOBJICHO MYTaLisIMU
FCHY PELCMTOPIB JIMOMPOTEiNIB HU3BKOL MHI1JIb-
HOCTI, MyTaLil SKUX, HA ChOTOAHI, BIAOMO TIO-
Haxg 300 Tums.

AMepuKaHChKa akaJeMis meaiarpii peKOMEH-
AV € TMPOBOAUTH CCICKTUBHUN CKPUHIHT AITIM 13
CiMEH BHCOKOTO PH3HKY 32 CEPLEBO-CYAMHHUMU
3aXBOpIOBaHHAMU. [Ipu BMICTI XonecTepony B
mna3Mi kposi moHan 170 mr/100 mMa pexomeHay-
€ThCS BU3SHAYATH JIIMOMPOTEI A HU3BKOI MIIJIBHOC-
Ti 1 XOIECTEPOa y LHX JIMOnpoTeifax.

3 sicyBagocs, mo y 50% Bumagkis CHHAPOM
nopoBxkeHoro iHtepsany QT, ams gkoro xapak-
TEpPHI INIYHOYKOBI TaxikapAii, mI0 3arpokKyioTb
KHUTTIO, € TCHETHYHO ACTCPMIHOBAHHH 1 ycmaj-
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KOBYE€ThCsL mMomireHHo. Ha chorogHi MoxkiuBa
JHK-piarHOCTHKa YOTHPBOX THIIB MYyTaUil
LbOTO 3aXBOPIOBAHHSL.

3HaYHY TPyIy HATIYVIOTh TaK 3BaHI CKOTCHE-
THYHI 3aXBOPIOBAHHA. Y LHUX BUIAaJKaxX VCHaj-
KOBaHI MyTalli € NepmiuM eJIEMEHTOM XBO-
pobu — dakropom cxunsnocTi. [larogoriunuii
reH He Oyae MmpaumBaTH A0 THX Mip, MOKH Op-
TaHi3M HE CTHKHETBCS 3 30BHIMIHIM «ITy CKOBHM»
YUHHUKOM. J[0 Takux XBOPOO BIJHOCSTHCS HE-
JOCTaTHICTh JAKTa3H, MIrMEHTHAa Kcepoaepma,
ueniakiss. BH3HAYeHHS T€HETHYHOTO CTaTyCcy Vv
TakuX JITeH JO3BOMSIE MOMEPEIUTH PO3BUTOK
XBOPOOH 32 PaXYHOK BUKJIKOUCHHS MPOBOKYOYHX
¢dakTOpiB.

[Topsta 3 pO3BUTKOM MOJEKYJSIPHOI TE€HETH-
KH, BXKJHBE PONb BIAIIPAE KOMIT FOTEPH3ALis
Ta MiJBUINCHHSI 3HaHb MEIHYHOI TCHETHKH VY
JAikapiB 3aranbHOi NpakTHUKH. [IpH3HAYEHHIM
KOMIT FOTEPHUX TEXHONOTIH Ta CUCTEM € MpH-
mwBHAMCHHs AudepeHuitinoi giarHocTuku. Taki
J1arHOCTHYHI MPOTPaMH CYTTEBO JOTOMAararTh
AIKApIM-TCHETHKAM, SIKI TPALOKTh B MEIUKO-
TCHCTHUYHHUX KOHcymbTauisx. bineme 2000 cuH-
JPOMIB Ta HOPYIIECHb MOPHOTEHEZY MOKYTh Oy TH
J1arHOCTOBAHI 3a [JOMOMOTOK) KOMII IOTCPHHUX
nporpaM. ETamHICTh AIarHOCTHUKU CIIAJKOBHUX
XBOpOO: Ha MEpPIIOMY eTami MpPOBOAATHCA 00-
CTEKCHHS 32 CKPHHIHT-TIPOTPAMOK0, Ha APYro-
My eram (MI'L]) — ToHkomaposa xpomatorpadis
aMIHOKHCJIOT Ta BYIJIEBOJIB CHPOBAaTKH KPOBI.
Bepudikauis aiaruHo3y ypoaxkeHoi marosorii
MPOBOAUTHCS 3 BHUKOPHUCTAHHAM KOMII IOTCPHOI
Bepcii karajgory Mc Kusik, POSSUM ta 3aiii-
CHCHHAM MEIHKO-TCHETHYHOTO CIIOCTEPEKCHHS
3a mpo0aHAOM Y AWHAMIL, BKIKYAKYH PaHHIN
HCOHATalbHUHI MEPioa.

[lepme oOcTEkKEHHS HEMOBIAT CIiA MPOBO-
JUTH B MOJIOrOBOMY OYIUHKY, IO OOYMOBICHO
BAKKUM CTaHOM Ta HCOOXIJHICTIO BHUPIMICHHS
KIIHIYHHX Ta OpraHi3auifiHUX MUTaHb 13 ypaxy-
BAHHIM IEPIIOYECProBOTO KIiHIKO-Tab0paTOPHO-
ro obcrexeHHd. [[OBTOPHHI OrNAA HPOBOIUTH-
ca Ha 6a31 MI'L] B mpucyTHOCT] 4ICHIB POJUHH
IUTHHH a00 B Ccreuiani3oBaHHUX BIIALIEHHIX
(peaHiMariiiHe, XipypriuHe, BIAAUICHHS IaTO-
Jorii HOBOHAPOKCHUX). Y OIIBIIOCTI BUIAIKIB
J1arHOCTHKA YPOMKEHOI Ta CragkoBOi marojorii
noTpedye KOHCUIIYMY JTiKapiB-T€HETHKIB, a Ta-
KOK JTIKapiB IHIIHX CHEUIaJIbHOCTEH (HEBPOJIOL,
XIpYpPr, OPTOTEA, OKYJIICT, Kapaionor). 3 obcTe-
KEHb, K1 HAWOLThII YAaCTO BUKOPHUCTOBYHOTHCS
nix yac MI'K HOBOHapomKeHHX 3 METOW Aia-
ruoctukd YBP, ¢ Y3/ (6iaa 55%), HCI (56%)
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Ta HUTOreHeTHuHe oocTexkeHHA (36%).

Jnst BUKOPUCTAaHHS BCIX MOKJIHBOCTEH Cydac-
HOI F€HETHUKH Ta KIIHIYHOI MEIULIMHU B A1arHOC-
THL, TIKYBaHHI Ta Mpo¢iTaKTULI CITaJKOBUX XBO-
po6 HEOOXimHI CHiABHI 3YCWIISA JiKapiB Pi3HHUX
CIeLianbHOCTEH Ta nikapiB-reHeTukis. Ha mpak-
THII, HA XaJb, IYKE BaKKO OyBa€ LbOTO AOCITTH.

Haiibinpm wyactTi THOM MOMMIOK, 3YMOBICHI
HEJOCTATHIMU 3HAHHSIMU JIIKAPs OCHOB MEIUYHOL
TCHETHKH:

1. JlikapsiMu HE BpPaxoBYETbCS CIMCHHE HAKO-
nuYeHHS MyTauid. Ha Meauko-reHeTHYHE KOH-
CYABTYBAHHS MAa€ CIPSAMOBYBATHCS HE THILNE Malli-
€HT, aje 1 HOTO POIHYI.

2. He cBo€uacHe cripAMyBaHHSI Ha MEIUKO-TE-
HETUYHE KOHCYJIBTYBAHHS MALlEHTA 3 XBOPOOaMHu,
Kl TOTpeOYIOTh HEralHOi M1arHOCTHKH Ta IIKY-
BaHHA. [loMUIOK MOXHa Oymo OU VHUKHYTH TPH
CBOEYACHOMY CHPSIMYBAaHHI MALi€HTIB TSI MCIH-
KO-T€HETUYHOTO KOHCYJIBTYBAaHHS.

3. KniHiuHI TOMWJIKH B [JIarHOCTHII Ta pe-
KOMCHIALISMX moa0 (i3UYHHUX HABAHTAXKCHb Ta
Bubopy mnpodeciii. Hampukmaa, npu CUHIpOMI
Mapdana HEe T03BOJSIOTHCS CHIbHI (Pi3uuHI Ha-
BAHTAKCHHSL.

4. YacTo ckmamHl A1arHOCTHYHI BUIMAIKHU, AKI
HE OO0OB S3KOBO € TCHETUYHHMH HpoOIcMaMu,
«CIHHUCYIOTh» Ha CMAJKOBY MPHUPOIY.

leHeTHuHAa CTPYKTYypa CYYaCHHX IOMYIALIH
MiJJAETHCS 3HAYHHUM HaBaHTakeHHaM. Ha wei
BIUIMBAIOTh CHCTEMa WIIO0IB, PiBEHb Mirpamii,
CEpPEeAOBHIIEC MPOKUBAHHS TIOAHHH, PIBEHb THC-
Ky 1000py, IUIaHyBaHHA iTOHapomkeHHs. Haii-
O1MbIIN 3HAYUMUM HAC/I1IKOM L[UX MPOLECIB € hop-
MVYBaHHSl TETCPO3HUTOTHHX 3 TECHETHYHOI TOYKH
3opy momysiin. Hacmigku uporo ssumia B 0io-
J0Tii mOTPEeOyITh MOCTIHHOTO JUHAMIYHOTO J0-
CII1JKEHHS.

TakuM YHHOM, PO3BHTOK MEOUYHOI TCHETUKH
Ha €Tarml ChbOTOJACHHS AMKTYE HCOOXIAHICTh 30CC-
PEMKEHHSI YBArd Ta PECYPCiB HAa MPEBEHTHBHHUX
TEXHOJOTIAX BKE Ha MOYATKY JKUTT, e OimbI
AaKTValIbHUM € CBOE€YACHE BCEOIYHE IIaHYBaHHSI
pariTHocTl. CaMe Takui mAXia € HaWO1abII BU-
MpaBAaHUM 3 MO3ULIN T'yMaHHOCTI. Meauko-re-
HETUYHE KOHCYIBTYBAHHS, K OJWUH 3 MPOB1THHUX
HANPSIMKIB PO3BUTKY NMEPUHATATbHOI MEIULIUHU,
MOBUHEH OYTH TEPeA0auCHHUH Y AKOCTI CTPYKTYP-
HOTO MiAPO3ALNY MPU CTBOPCHHI HOBUX CYy4acHUX
BHCOKOTEXHOJOTIYHHX MEPUHATATBHUX LCHTPIB B
VYkpaiHi, 10 HaAaCTh MOMKJIHBICTh ILI1AHOI CITIBII-
paui JikapiB Pi3HHUX CHOCLIAJBHOCTSH Ta CIpHUs-
THME TOMEPEIKEHHIO VPOMKEHOI Ta CHaakoBoi
MAaTONOTi.
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NPOBJIEMbBI IJUMATHOCTUKHU '’EHETHYEC-
KOM MATOJIOTH B AKYIIEPCTBE
N HEOHATOJOI'UH

U.B. lacmueka, T.B. Copokman, M.U. [lonuwyx™,
JI.B Hukugop*

BykoBuHCKUi rocyiapcTBeHHbIH MeIUIMHCKH i
YHUBEPCHUTET,
I'maBHoe ynpaBJjieHHe 0OXpaHbI 310poBbs UepHo-
BHIIKOI 00JITOCAAMUHUCTPANIHT™
(r. YepHoBUbI, YKpauna)

Pe3lome. B crarbe mpuBexeHb mpobIEMBI IH-
ATHOCTHKH  HACJIEACTBEHHHIX  3a00NE€BaHWH W
BPOXACHHEIBX HNOPOKOB PAa3BHTHUsA. [IOKA3aHBI BAXK-
HOCTb NPEBEHTHBHOH MEAUIMHBI, IPOrPAMM MaccCo-
OTO CKPHHHMHTa OEPEMEHHBIX W HOBOPOXACHHBIX C
TEHETHYECKOM MATONOTHEeH, 3HAYeHUE paHHEH auar-
HOCTHKH U KOPPEKLIHH.

Kaw4oBi cioBa: reHeTHKA, HEOHATOJOTHS, aKy-
HIEPCTBO, HOBOPOKACHHBIE, BPOXKIACHHBIE MOPOKH
PA3BHUTHSA, AMATHOCTHKA.

PROBLEMS OF DIAGNOSTICS OF GENETIC
PATHOLOGY IN OBSTETRICS AND
NEONATOLOGY

1.V. Lastivka, T.V. Sorokman, M.I. Polishchuk *
L.V. Nikifor*
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General Directorate of Health Protection of
Chernivtsi Regional State Administration*
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Summary. The article describes the main problems
of diagnosis of hereditary diseases and congenital
malformations. Was presented the importance of
preventive medicine programs of mass screening of
pregnant women and newborns in these pathological
conditions, the importance of early diagnosis and
correction.

Keywords: genetics, neonatology. obstetrics,
newborn, birth defects, the diagnosis.
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