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VYkpainu “BykoBUHCBKUI 1epaKaBHUI
MeIMYHU yHiBepcHuTeT, M. UepHiBIi

BAHHA

CYYACHI MNMPUHUUTIN TA TTPOBINEMU
MEOWKO-TEHETUYHOIO KOHCYIIbTY-

Knrwuoei cnosa: cnaoxosa namo-
J102isl, NPOOAHO, MEOUKO-2eHemuUHe
KOHCYbMYSAHHSL.

Pestome. Buceimneni cyuacni modcnusocmi, npodnemu ma nepcnex-
Mugu MeOUKo-2eHemMuiHo20 KOHCYNomyeanHs. Konyenmyaneroro
OCHOBOI0 Op2aHizayii MeOuKo-2eHemuyHoi cayicou Oimsam ciio

88adCamu MAKCUMAabHe GUKOPUCTIAHHA 0OCAZHYMUX MOUCTUBOCEN
diaeHoCcmuKUY, IKY8AHHS MA NONEPeOdICeH sl CNA0K080I ma ypoo-
arcenol namonoeii. Meouxo-eenemuuna 0onomoea 0imsam NOGUHHA
bymu 3abe3neyena Ha 8Cix emanax - 8i0 GUAGNEHHS CNAOKOBUX X8OPOO
00 ix NiKy8aHHs @ cneyianizo8awiil KiHiyl, HACMYNHO20 cucmema-
MUYHO20 OUCNAHCEPHO20 CNOCHEPEIICEHHS MA NPOBEOEHH S 2eHemuy-
HO20 (MPOCNeKMuUBHO20 abo pempOoCneKmu8HO20) KOHCYIbIYGAHHS

cimeil.

Beryn

CrnazkoBa Ta BpO[yKeHa MaToJioris 3aiiMae ofiHe
3 YiJIBHUX Micllb B CTPYKTYpi 3aXBOPIOBAHOCTI Ta
cMepTHOCTI HacelleHHs. 3a fanumMu BOO3 mopiyno
HapOIKY€EThCsI OJIN3bKO 8 MITH. HOBOHAPOIKEHUX 3
YPOUKEHUMH BaJlaMH PO3BUTKY, XPOMOCOMHUMH Ta
IeHHUMHM 3aXBOproBaHHAMHU. bruzbko 7,5-8% Hace-
JIeHHS MOTpedy€e MEeAUKO-TeHETUIHOTO KOHCYJIBTY -
BaHHs (MI'K), BriTroyaroumn npocrneKTUBHE KOHCYJIb-
TyBaHHS [6].

CrniaikoBi 3aXBOPOBaHHS PO3IMOBCIOMKEHI 3 Pi3-
HOtO yacToToro - Bijg 1:10000 (dheHinkeToHypis),
1:3000 (ypomkenwuii rinotupeos), 1:50 (Tanacemis B
HaBKOJIOCEPEI3eMHOMOPCHKOMY perioHi) J10 criopa-
JUYHUX BUMAJIKIB OKPEMHX PiAKICHUX CUHAPOMIB, IPH
bOMY XapaKTePHUM € KOJIMBAHHS YaCTOTH MEBHUX
CMa/IKOBHX 3aXBOPIOBAHb Y Pi3HUX MOMYJISLIsX, €THIY-
HHX Ta BIKOBUX Ipymnax.

3anekHo Bif piBHS MOPYLIEHHS T€HETUYHOI iH-
(dopmallii, BUpPI3HAIOTH HACTYIHI IPYMH CHAAKOBOT
NaToJorii:

1) XpOMOCOMHI CHHIIPOMH, TIPH SIKMX 3MIiHIOETHCSI
KUJTbKICTh 200 CTPYKTypa XpoMocoM (cuHapom Jlay-
Ha, [latay, IllepemeBcbkoro-TepHepa To10);

2) MOHOTEHHI 3aXBOPIOBaHHs (MEHEIIOI0Yi 3aX-
BOPIOBAHHS - Ti, 1110 YCMAIKOBYOThCS 3T1THO 3aKOHIB
MeHnperns: axoHIporuiasis, axpeHOreHiTaNbHUNA CHHI-
POM, MYKOBICLIMI03 TOLLO);

3) mynbrHdakTOpHI a00 3aXBOPIOBAHHS 31 craji-
KOBOIO CXHJIBHICTIO, SIKi 3yMOBJIEHI TOEJHAHOIO €0
FeHEeTHYHUX 1 (PaKTOPIB CepeIOBUINA Ta BKITFOUAOTh
ypOIKeHi Baau po3BUTKY (1iiMHa ryOu Ta migHe-
OiHHSI, MIJIOPOCTEHO3 TOIIIO), HEPBOBI Ta MCUXIYHI 3aX-
BOpIOBaHHsI (eriserncis, mu30¢peHis TOLIO), BHYT-
pilliHi XBOpoOU cepeAHbOro BiKy (TinepToHiuHa XBO-
poba, GpoHXiajbHa acTMa, ricopias ToIIo);

4) MITOXOHJpialbHi 3aXBOPIOBAHHSI, MOB'A3aHi 3
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myTauismu B JJHK mitoxonnpiii (cunapomu Ilip-
cona, Kepuca-Cetipa Touio).

OxpeMy rpyIy CTaHOBJISTH 3aXBOPIOBAHHS 3 HEK-
JIACHYHUM THUIOM YCIaIKyBaHHS, 30KpeMa XBOpoOH
IMITPUHTHHTY, eKCMaHCiT TPUHYKIIEOTHAHUX TTOBTOPIB
TOLLO.

[cHYIOTH HACTYMHI MiAXOAM 10 MPOQiNaKkTUKH
CMaJIKOBO1 MaToJIorii: ciMeliHa npodijlakTHKa yepe3
MI'K; nonynsuiitna npodinakrika, ska IpyHTy€eTbCs
Ha crelianbHUX MporpaMax CKpUHIHTY CMaAKOBUX
3aXBOPIOBaHb, BUSBJIEHHI T€TEPO3UTOTHUX HOCITB
MYTaHTHHUX T€HiB, a TAKOX Ha PI3HUX CaHITapHO-Ti-
TiEHIYHKX 3aX0/1aX, CIIPSIMOBAHUX Ha BUSBJICHHS IIIKiJI-
JMBUX BUPOOHWYMX (PaKTOPiB Ta HECHPUATINBUX
BIUIMBIB HABKOJIMIIHLOTO CepPEeAOBHUIIA. 3arajbHO
naHkoro obox miaxoxais € MI'K [6, 9].

IcTopuuHi naHi

[HCTUTYT MeIMKO-TeHETUYHHUX KOHCYJIBTALiH To-
yaB (OpMyBaTHCS B yCiX KpaiHax, B TIepLIy Yepry B
CLUA ta BenukoOpuranii nicis Jpyroi cBiToBoi Biii-
HU. Briepiue naHi npo TUIMK ycnaJKyBaHHS JEsIKUX
3aXBOPIOBaHb T4 HMOBIPHOCTI 1X MOBTOPY B CiM'T
TParuISIOTHCS B KHU31 JIOHAOHCHKOTO JTiKaps

. Anamca "®inocodcbkuid TpakTaT Mmpo cnaj-
KOBI BiacTUBOCTI Jiroickbkol pacu” (1814). [punHimmnu
MI'K 'y cydyacHOMy po3yMiHHi OyJid BUKJIaJieHi B cepil
nyOnikauiii ameprukancbkoro reHetrka Lllengona
Pina (1947, 1955), B sikux BiH c(hopMyITIOBaB Wil i
3anaui, 3Mict MI'K Ta Bu3HauuB #ioro sk corianbHy
ciyk0y, CipsIMOBaHy Ha JIOTOMOTY ciM'T 6e3 Biji-
HOCHOTO BIJIMBY Ha CYCMIJIbCTBO Ta MONiTUKY. Hacn-
paeni, nepuwii kabinet no MI'K GyB opraHizoBaHuit
y 1941 poui

J. Hinom y MiuuraHcekoMy YyHiBepCHUTETI
(CHIA). Ane uie panitue, HanpukiHii 20-x pokiB XX
CT., Bimomuii renetuk ta Hespomnaroyior C.H. [lapu-
JICHKOB BIIEpIIIE B CBiTi HE TIJIbKU TEOPETUYHO Chop-



Haykosi ornaau

MYJIIOBAB, ajie i peastiyBaB Ha NPAKTHUL IPUHIIUTH
opranizauii MI'K, sk ueHtpiB npodinakTvku crai-
KOBUX XBOPOO.

Poseurok MI'K 3aranbmyBascs B 30-Ti poku XX
CT. y 3B'I3KY i3 THM, 1110 €BI'€HIKOIO CTaJN MPUKPHU-
BaTUCS PEaKLiOHEPH Ta PaCUCTH JJIsl OOTPYHTYBaHHS
HETOBHOLIIHHOCTI OKPEMUX HapOiB Ta COLliaIbHUX
rpym, 1o npu3seso B HimewunHi go reHouuy, paco-
BOT IUCKpHMMIHAIlIT Ta BBEJCHHS MPUMYCOBOT CTe-
pyITizauii sk MeToay AJ1s "0310pOBIIeHHs pacu'. Ane
3 60-70 pp. MUHYJIOTO CTONITTA B Pi3HUX KpaiHax
CIOCTepiranocs BiApoIKeHHs Ta iHTEHCUBHUE PO3-
BuToK MI'K, 1110 OyJ10 MOB'sI3aHO 3 ycIixaMu Meuu-
HOT reHeTHKHU. B Hall yac y CBiTi HapaXOBY€ThCS
Oinbie 1200 reHeTHYHUX KOHCYJIbTALi.

Buznauennst MI'K

3a BU3HA4YEHHSIM PoOOYOro KOMiTeTy AMmepu-
KaHCHKOT'O TOBapUCTBA FreHETUKHU JtoauHu (1974),
MI'K - e ".. . KOMyHiKaTHBHUI MpoLiec, SIKW BUPILLTY€e
NpOOJIEMH JIIONWHH Y 3B'S3KY 3 BUBHAYEHHSIM PU3UKY
BUHUKHEHHS B pOAMHI criaaroBoi narosnorii. Lle# npo-
Hec mnoJisrae B crnpobi ogHOro abo JIeKUIBKOX
KBaJTi(hiKOBAHMX CIIELIiTICTiB MOSCHUTH NMaLieHTy abo
fioro ciM'l giarHo3, THI ycnaaKyBaHHs, OCHOBHI MPosi-
BH, MepeOir Ta JOCTYIHE JIiIKyBaHHS CMIaJKOBOTO 3aX-
BOPIOBaHHS; IOTIOMOT'TH CiM'T IPUIHATH NpaBUIbHE
pillieHHs BiTHOCHO PeNpOayKTUBHOT MOBEATHKH 3
BpaxyBaHHSIM BEJUYMHHU MOBTOPHOTO PU3UKY Ta
BUOpaTH TaKTUKY BIAMOBIAHO IO LIOTO PillICHHS,
BPaxOBYIOUM CTYIiHb PU3HKY Ta ciMeliHy MeTy. Ta-
KO’K TeHETHK-KOHCYJITAHT MOBUHEH I0TIOMOITH Ma-
L[IEHTY a/lanTyBaTUCS 0 HassBHOCTI IaHOT NATOJIOT 1
B PO/IMHI Ta PU3UKY MMOBTOPEHHSI 3aXBOPIOBaHHS "

L1i Bu3HauenHs GopmyroTs ocHoBHi 3aga4i MI'K:
BCTAHOBJICHHsI TOUHOTO JiarHO3y CMaJKOBOTO 3ax-
BOPIOBaHHS1; BU3HAUEHHS! THITY YCTIQJKy BAHHSI 3aXBO-
prOBaHHS B JaHii CiM'T; pO3paxyHOK PU3UKY MIOBTOPY
3aXBOPIOBaHHS B CiM'l; BU3HAYCHHS HAWO1bII edek-
THUBHOTO cMOCO0Y MpOoMiIaKTUKY; PO3'ICHEHHS 3MiCTy
3i0paHoi Ta npoaHasizoBaHoi iH(popmallii, MeInKo-
TeHETUYHOTO MPOTHO3Y Ta MOMIJIMBUX METOJIIB MPO-
¢inaktuku [2, 5, 7, 8].

MKI 3 nprBoAy OLIIHKK F€HETUYHOTO MPOrHO3Y
MONSETHCS Ha JIBi TPYMH: MPOCIEKTHBHE K Hak-
OubLI eheKTUBHMIA BUA PO INAKTHKH YPOIKeHOT Ta
CMa/IKOBOT MAaTONOT 1, KOJIM PU3KK HAPOKEHHS XBOPOT
JIMTHUHY BU3HAYAETHCA 11Ie JIO BAriTHOCTI a00 Ha paH-
HbOMY i1 TepMiHi (B pOAMHI BiICYTHS XBOpa TUTHHA,
ajie iCHye pU3MK i1 HAPOPKEHHS ) Ta PETPOCTICKTHBHE
- KOJIM WAeThes Mpo 300poB's MalOyTHIX AiTet mics
HapOKEHHS XBOPOi IMTUHU B CiM'T.

JloCTOBipHICTh MEAUKO-T€HETHUHOTO MPOTHO3Y
3aJIeXKUTh BiJl TOYHOTO JiarHO3y, 3HAHHS JaHHX JIi-
TepaTypH, aJleKBaTHOCTI BUKOPUCTAHHS METOJIB
PO3paxyHKy FeHETUYHOTO PUBHKY.

TouHuii 1iarHO3 3aXBOPIOBAaHHS € HEOOXiTHOIO
YMOBOIO /7151 OyIb-KOT KOHCYJIbTALli1, OCKUJIbKY Ha
fioro ocHOBi 0a3y€ThCsl TEHETUUHUN MPOTHO3 AJis
Bciel cimM'T. [pu criagkoBUX 3aXBOPIOBAHHSX Y MaTO-
JIOTIYHMIA TIPOIIEC BKJIFOYAOThCS MMPAKTHYHO BCI Op-
raHu Ta CUCTEMH JIFOIMHU, OCKIJIbKA MYTaHTHI TeHH
MOXYTb aBTOHOMHO eKcTpecyBaTHCs B OyIb-sKii
TKaHWHi. KpiMm 11bOro, OIMH reH 4acTo NposiBIIsie€ MHO-
JKUHHI epeKTH (TUIeHoTpoIHA sl TeHa), B pe3yJIbTari
YOro OIHOYACHO BPaXKAIOThCs JEKilbKa OpraHiB.

[Ipouec niarHOCTUKH CMaKOBOrO 3aXBOPIOBaHHS,
K TIPaBWJIO, CKJIaJHHUI Ta BUMArae mpoBeJeHHS
KOMIUIEKCY crieliaibHUM nociimkeHn. Jlume nis
JesIKMX 3aXBOPIOBaHb /1iarHO3 MOJKHA BCTAHOBHTH 32
HasBHICTIO XapaKTEepHUX CUMIITOMIB, IKi BUCTY-
NalOTh FOJIOBHUMHM 1iarHOCTUHYHUMH KPUTEPisIMHU.
JlonoMixkHy poJib TIpH LILOMY Bi/IirpatoTh CrIeiaTbHO
PO3pO0IIeHI KOMITTOTEPU30BaHi JiarHOCTUYHI CUC-
temHu (30kpema, POSSUM, JlongoHcrka 6a3a na-
Hux, Mac Kusik) Ta pizHomaHiTHa 10BiJIKOBa JIiTe-
patypa. Tak, st cunapomy Cekesisi MaTOTHOMIYHI
O3HaKH{ HACTYTIHI: HU3bKHUI 3picT, Mikpouedaltis, By3b-
Ke 00 IMYYs, BEJIMKUI KITIOBOMOMIOHMM HiC, BETHKI
oui; ans cunapomy Kophenii-nge-JlaHre THIIOBUM €
HasBHICTb Mikpouedarii, cuHodpusy (3polLeHrX Ha
niepeHicci OpiB), TipCyTH3MY, KOPOTKOIO HOCY 3 BiJIK-
PUTHUMH HI3IPSIMH, 3arHYTOI BCEPEIMHY BEPXHBOT T'y-
Ou, aHOMaJlii KiHIIBOK (KOPOTKI Majibili 3 MiKpO-
MeJiiero abo BIJCYTHICTh KiJbKOX MaJIbIIiB); IS
cunapomy JloypeHca-MyHa-bapae-binis xapakrep-
Hi OJKUPIiHHS, MaJIeHbKI KUCTI, MONiAaKTHJIisA, TiMo-
TeHiTalli3M, NIrMEHTHA JIereHepallis CiTKiBKU; Jis
cuHApoMy biyma THIOBUMHM € HU3BKHH 3PiCT, BY3bKe
00MYYs 3 MACHBHUM HOCOM Ta TiloIia3ielo BUIH-
LEBUX JIIJITHOK, TeJleaHTieKTaTUuHa eputema |1, 3,
4].

[Ipote jierkicTh NiarHOCTUKU TaKUX TUIOBUX
CHUHIPOMIB € BAaBaHOIO, OCKIJIbKH MOYKHA HE 3HATH
NaTOrHOMOHIYHOT I[IHHOCTI CUMITOMIB i HE BHUC-
TaBUTH JliarHO3, 1 B TOM ke yac icHye HeOe3reka
MepeoLliHKY 3HAYEHHsI CUMIITOMY T4 BCTAHOBJICHHS
xuOHoro aiarnosy. Tomy mpaBunom MI'K € yBaskHe
oOcTrexeHHs naifieHTa (nmpobaHza) 3 000B'I3KOBUM
3aCTOCYBaHHSM KJTIHIYHO-T€HEeaIOriuHOrO METOY 32
CTaHJAPTHOIO METOJMKOIO 3 COMATOr€HETHYHUM
aHaJIi30M Ta 0COOMCTUM OIISIIOM POJMYIB MAlli€HTA.
Jlikap-reHeTHK, SKHUil 3aMi103pUB NIEBHE CMaJKOBE
3aXBOPIOBaHHS, CTABUTH MEpe/l CBOIMH KoJieramMmu
(okynicTom, OpTONEOM, €HIOKPUHOJIOTOM) KOHK-
peTHY 3a/1auy 1100 BUSBJICHHS [IEBHUX CUMITOMIB,
HanpuKiaa, CUMITOMY "BUIIHEBOI KiCTOUKH" MpH
raHMTi03KM103aX; CKEJIETHOI aHOMaJTii y BUIJISIIL JIBOC-
TOPOHHBOT BiJICYTHOCTI MPOMEHEBUX KiCTOK MpPH
TAR-cuHapoMi; rinepMoOiIbEHOCTI KPYTHUX Ta MiJI-
KHX CYTJI00iB 3 TMiNeppO3TSHKHICTIO IIKipH MPU CHHI-
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pomi Enepca-Jlanio Touio.

MI'K Bosonie moctaTHiM apceHaJioM CIelu-
(hiYHUX METOJIB, 10 TO3BOJISFOTH YTOUHUTH JiarHO3,
rOJIOBHI 3 AKHX - KJIIHIYHO-F€HeaJIOT14Hi, IUTOreHe-
TH4YHI, creuiaiabHi Oioximiuni, metomm JHK-
miarHocTUkd. OCKIJIBKM B HAIll Yac MeHH O1bIIOCTI
CHaJKOBUX XBOpoO KapToBaHi, BUALICHI Ta KIOHO-
BaHi, JIarHOCTUYHI MOKJIMBOCTI, BKJIFOYAIOYU
NpeCUMNTOMATUYHY Ta MpeHaTaabHy AiarHOCTHKY,
3HAYHO PO3LIMPSIOTHCS, Ta, BIAMOBIAHO, 3pOCTAE TOU-
HicTh POrHO3yBaHHs narosorii [1, 11].

Po3paxyHOK OBTOPHOTO FreHETUYHOTO PU3HKY

O6og'sa3koB010 YMOBOIO MI'K € BcTaHOBIEHHS
MOXOKEHHS 3MiH Y TeHeTHuHiH iHdopmauii naHoi
ciM'i: BHAaCHIiOK Mepeaadi MyTaHTHUX I'eHiB MO MOKO-
JiHHAX (FeHETUYHUH PU3MK IS HALIAJKIB CTAHO-
BuTHUME 25-50% 3aJie’KHO BiJ THUITY yCHaIKyBaHHS)
abo sk pe3ynbTaT HOBOT MyTallii, ika BUHUKJIA BIIEp-
e B JOCJIJUKYBAaHOMY POJOBOAI (MpH I[bOMY
TeHEeTUYHUI PU3UK HE TIePEeBUILYE 3arajbHO-TOMYy-
JALIHHANK Ta cTaHOBUTH 1-5%). Y Toli jke yac HeoO-
XiJHO BpPaxOByBaTH TakKi sBHWIA, 5K HEMOBHA
MEHeTPaHTHICTh (YACTOTa MPOSBY MyTaHTHOTO 'eHa
B F€TEPO3UrOTHOMY CTaHi), BapiabelibHa eKcIpe-
CUBHICTB (CTYIiHb MPOSIBY O3HAKH), TaHAJATbHUH
Mo3ailu3M (HasBHICTh MyTallili Julle B TepMiHa-
TUBHOMY emiTeii). YCKIaaHIOe TOUHHUIM PU3UK Ta
MPOrHO3 IOTOMCTBA i HEBIAMOBIAHICTH 610JOTTYHOTO
Ta COLiaJILHOTO 0aThbKIBCTBA Ta MaTEPUHCTBA, 10
MPUXOBYETHLCS BiJ JTiKaps-reHeTHKa.

[Ipu KoHCYNBTYBaHHI ciMell 31 CaJIkKOBUMH 3ax-
BOPIOBAaHHSIMH JIiKap-TeHETHK, OMUPAIOYUCH Ha 3a-
KOHHW MEHJIeTIBChKOT FTeHETUKHU Ta MaTeMaTH4Hi ripa-
BUJIa TeOpil HMOBIPHOCTE, pO3paxoBYy€ KilbKiCHI
OLIIHKH PU3HKY, 5Ki i € OCHOBOIO F€HETUUHOT'O MPOT-
HO3Y.

[cHYIOTB J1Ba MiAXOIU 10 OL[IHKH MEHETUYHOTO
PUBHKY: TEOPETHYHI pO3paxyHKH, OCHOBaHI Ha 3aK0-
Hax opMasTbHOT FeHeTHKHY Ta eMmipuyHi JaHi [10, 12,
13]. Ins meHnentoounx (MOHOTEHHUX) 3aXBO-
PIOBaHb YiTKO PO3pO0JIeHI TEOPETUYHI OCHOBH OLIIHKH
reHeTUYHOTO PU3HKY, TOMY OCHOBHA 3a/a4a 3BO-
JUTHCS 10 iNeHTU(IKALIiT TeHOTHITY, L0 JISKUTh B OC-
HOBI 3aXBOpIoBaHHsI. K10 y mpoOaHa BCTaHOBJIEHA
3HOBY BHMHHUKJIa MyTallis, TO B OLiHLI PU3HUKY JJIsl
CHOCIB BUKOPHUCTOBYIOThCS IOMYJISILIiFHI IaHi PO vac-
ToTy MyTyBaHHs 4 (£=107°). [Ipn 3axBOproBaHHSIX 3
HETUTIOBUM YCIaIKyBaHHSIM KOHCYJIBTYBaHHS 4acTo
IPYHTYETBCS HA METO/li "HOpHOTro sMKa", ToOTo Ha
eMIIPUYHKX JaHUX. Y TaKKX BUMaJKax (GopMalibHUI
reHeTHUYHUI aHasi3, HanpaBJjeHU Ha TOYHE MpOor-
HO3YBaHHSI, MOB'I3aHMI1 i3 BUKOPUCTAHHSM CIieLliallb-
HUX TEHEeTMYHHUX MOJeleil Ta CKIaJHUX MaTema-
TUYHUX METO/IB.

VY npakruui MI'K po3paxyHOK pU3HKy MpH Xpo-
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MOCOMHIi# MaTosiorii OCHOBaHUI Ha eMITipUYHUX
JaHux (Tabnuui emmipuyHoro pusuky). [Ipu cno-
paavuHUX BUMAJKaX YUCIOBUX NepeOynoB pHU3HK
OLIHIOETHCS Ha MiJICTaBI eMITIPUYHUX JaHUX 15
KOXXHOTO THUIY aHoManid Ta Biky marepi. [lpu
MO3aillM3Mi BUKOPUCTOBYETHCS HACTYMHA hopmymna:
[X:(2-X)] x K, ne X - mosnst aHOMaJIbHOTO KJIITHHHOTO
kiony, K - koedinieHT eniminaiii He30amaHCOBaHUX
3urot B eMOpiorenesi. [Ipu cTpykTypHux nepeOy-
JOBax eMMipHUYHi 1aHi KOMOIHYIOTBCS 3 TEOPETHY-
HUMH pO3paxyHKaMH.

[Ipy MynbTHU(AKTOPHUX 3aXBOPIOBAHHIX TAKOXK
BUKOPHUCTOBYIOTh EMITipUYHI 3HAYEHHS! PU3HKY, SKi
3ajexaTh BiJ paay GakTopiB: ciMeliHOT YacToTH,
crari npobaHaa, ycHnaJaKyBaHOI O3HAKH, TSHKKOCTI
ypakeHHs1, GOpMH 3aXBOPIOBAHHS.

MosxuBocti MKI™ 3HauHO po3miuproe npeHa-
TaJlbHA J[iarHOCTUKA, fKa JI03BOJISIE WMOBIpHUIA
NPOTHO3 NIEPEeBECTH B OJJHO3HAYHY BiAMOBIb 111010
HasIBHOCTI UM BiZICYTHOCTI 3aXBOPIOBAaHHS y TUI0JIA.
OCHOBHMMH METO/IaMH NPEHATAIBHOT 1iarHOCTHKH,
siki BUKOpUCTOBYIO0Thes B npakTuli MI'K, € HeiH-
BazuBHi: Y3]I muiony B Tepmini 14-20 THXHIB Ba-
riTHOCTI, 32 JOMIOMOTIOIO IKOr0 MOskHA BUSBUTH 70-
80% Bci€i ypomkeHoi maTonorii; 0ioxiMiuHe Ta iMy-
HOJIOT1YHE JOCHTiIPKEHHS MapKepiB y CUpOBaTLi KPOBi
Ta iHBa3UBHI METOIM (aMHIOLIeHTe3, Giorcis XopioHa,
KOpIOUeHTe3), AKi 3a0e3neuyloTh BHYTPILIHBOYT-
poOHY NiarHOCTHKY BCiX XPOMOCOMHHUX XBOpPOO
HLJISIXOM I[UTOTEHETUYHOTO aHaJli3y Ta OUIBIIOCTI
CMaJIKOBUX MOPYIIeHb, OOMiHY Ta CIaJKOBUX CHUH]I-
POMIB 3a JIONOMOTOI0 0i0XIMIYHHX Ta MOJIEKYJIIPHO-
FEHETUYHUX METOIIB.

3aKIIO4HI eTany KOHCYJIBTYBaHHS QyXe Bifmno-
BinabHi. SIKi 6 1oCcKoHaIi po3paxyHKH pU3UKY MU He
BUKOPHCTOBYBaJIH, Ki O TOCTOBipHI METOAM TeHe-
TUYHUX JOCITIIKEHh MU O HE BIPOBAKYBaJIU, METa
MI'K He Oyzae nocsirHeHa, SIKIIO Mali€eHTH OyAyTh
HEMpaBUJIBHO TAYMayuTH OTPUMaHy Bill Jikaps
reHeTvka iHpopmauito. B po3BUHEHHX KpaiHax CBITY
OCHOBHHMM NpHHLMIOM 3aKmouHoro etany MI'K e
HEeIMPEeKTUBHICTb. PoarHa ofepikye BUUEPIHY iH-
(hopmaltiro npo pe3yabTary MPOoBeIeHUX JOCITiPKEHb
Ta MPOTHO3 3[J0POB'ss MaOYTHBOT AUTHHU 00 Ti€l,
110 BXKe Hapoauiacs, ajie pillleHHs Mpo MoJanblii
PenpoayKTUBHI POLIECH CiM's pUiMaEe caMOCTiHHO.
Takuit migxin nepegdavae roJOBHUM 3aBJaHHIM
MI'K nomnomory poaMHaM B YCBiJOMJIEHHI CYTi
HasiBHOT CMaIKOBOT MATOJIOTii Ta MPUIHATTI BipHOTO
piLIEHHSI.

TakvM YMHOM, Ha Cy4aCHOMY €Tarli PO3BUTKY
MI'K nopsn i3 0cHOBHOIO MeTOI0 MpodilaKTHKH
YPOIUKEHOT Ta CMaKOBOI MATONOTIi B ¢iM'l, BHHHKAE
iHIlIa, HE MEHII BaroMa MeTa - I0CSATHEeHHS TICHXO-
JIOTIYHOTO OJ1aromnoyyus B afanTarii 10 pU3uKy Ta



HaykoBi ornsau

TNOSIBY CTAJIKOBOT MaToiorii B poauHi. CaMuM onTu-
MalbHUM BapiaHTOoM ¢yHKUioHyBaHHs MIK €
JIOCSITHEHHSI KOHCEHCYCY IIUX JIBOX I[iJIeH.

BaxxuBy ponb y eekTUBHOMY (DyHKLIOHYBaHHi
MTI'K sk 0OCHOBHO{ JJaHKK CHCTEMH OXOPOHH 310POB's
Bilirpae MmpaBuiibHE PO3yMiHHS HOTO 3a/1a4 Ta MOX-
JMBOCTEMH JliKapsMH pizHOTO Mpodinto. Xapakrep
JKapChbKUX 3BEPHEHDb HE TIJIbKU CIIPUSIE MTPaBUIIb-
HOMY Ta OOTPYHTOBAaHOMY (POPMYBaHHIO KOHTUHI €H-
Ty 0Ci0, fiKi CIPSIMOBYIOTBCSl Ha KOHCYJbTallil0, a
TaKO>K 3HA4YHO BIUIMBA€E HA TPUBAJIICTh NPOBEICHHS
Ta 11 3aBepIUEHICTb.

ChorojiHi Bce OiIbIIOrO PO3MOBCIOIXKEHHS HAa0Y -
BAa€ JOCUTh e(PEKTUBHUN Bl MEUYHOT JIONIOMOTH
CIM'SIM, B IKMX HAapOJMJIACs UTHHA 3 YPOKEHOI
NaToJIOTi€l0, - MPEeKOHIIeNIliiHa npodinakTuka. Lle
cucTema 3aXOoiB, IHIUBITyaTbHUX JUTS KOXKHOI POIU-
HU 3 ypaXyBaHHSM BCiX FTeHETUYHUX OCOOTUBOCTEH,
CTaHy 3J10pOB's, podeciliHUX Ta MOOYTOBUX IIKiJTH-
BUX BIUIMBIB y MaiOyTHiX 0aTbKiB, MOKIMBOCTEH
npoBeeHHs MPOoQiIaKTUYHUX 3aXoAiB. MeToro npo-
(h1JIaKTUKHU € CTBOPEHHS ONTUMAaJbHUX YMOB ISl
JIO3piBaHHS SMLICKJTITUHH, IMITJIAHTAllii Ta paHHBOTO
po3BuTKy 3urotu. [IpexoHueniiiina npogisakTuka
BUSIBWIACS HAMOIIbII e(DeKTUBHOKO TIPU JAedeKTax
HeBpajbHOT TPYOKH, WWiTUHAX ryOu Ta/abo migHe-
OiHHS, penyKUiIHHUX BafaX KiHLUiBOK, YPOMKEHUX
BaJIax cepls, AeeKkrax ypUHapHOTO TPAKTY.
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COBPEMEHHBIE NTPUHIUIIBI U ITPOBJIEMbBI
MEJUKO-TEHETUYECKOI'O
KOHCYJIbTUPOBAHUSA

H.U. Iuosvicoukan

Pesome. BricBeTIEHBI COBPEMEHHBIE BO3MOKHOCTH,
npo0JieMbl U MNEPCHEKTUBBl MEIMKO-TEHETUYECKOTO
KOHCY/NbTUpOBaHus. KoHLenTyalbHON 0CHOBOM OpraHusanuu
MEIMKO-TEHETHYECKOHW CIy)KOBI AETIM CIENYEeT CUUTATh
MaKCHUMaJIbHOE UCIOJIBb30BAHUE JOCTUTHYTHIX BO3MOXKHOCTEH
JIMAaTHOCTUKH, JICUECHUS U MPELYyNPEkKACHNS HACIECCTBEHHOMN
MaTOJIOTHHN. MeMKO-TeHETIIECKast TIOMOIIb ASTSIM JIOJDKHA OBITh
obecrieyeHa Ha BCEX ITamax - OT BBISIBICHUS HACIEICTBEHHBIX
6ose3Hel 10 UX JEUCHNS B CIEINANTN3UPOBAHHON KIMHHKE,
MOCJIEAYIONIEr0 CUCTEMATUYECKOTO AUCTIAHCEPHOTO HAOIONEHHS
U NPOBEJIECHUS T'CHETHUYECKOro (IPOCHEKTUBHOrO HIHU
PETPOCIEKTUBHOIO) KOHCYJIBTUPOBAHUS CEMEH.

KiroueBble c10Ba: HAaClIEACTBEHHAS NATOJIOT UL, IPOOAH]I,
MEJIUKO-T€HETUYECKOE KOHCYJIBTUPOBAHUE.

MODERN PRINCIPLES AND PROBLEMS OF
MEDICAL-GENETIC CONSULTATION

N.IL Pidvysotska

Abstract. The article highlights modern possibilities,
problems and prospects of medical-genetic consultation. The
conceptual basis of organization of medical-genetic services for
children should be regardedas maximum use of the achieved
possibilities of diagnosis, treatment and prevention of hereditary
and congenital diseases. Medical-genetic assistance for children
should be ensured at all stages - from the detection of hereditary
diseases to their treatment in a specialized clinic, the followeng
systematic dispensary observation and genetic (retrospective or
prospective) consultation of the families.

Keywords: hereditary pathology, proband, medical-genetic
consultation.
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