METOAUYHA PO3POBKA
IMPAKTUYHOI'O 3AHATTA

MOIYJIb 1. MenuuHna reHeTHKa.

3MICTOBHUM MOAVYJb 1.OcHoBu Mennunoi renetuku. MI'K.

TEMA 3AHSATTS Nel: Menuko-renetnune koHcynbryBanHs (MI'K): ocHOBHI 3aB1aHHs
MTI'K, npyuHUIMNH po3paxyHKy F€HETUYHOTO PU3UKY. METOAN MEIUYHOI T€HETUKH.

I. HAYKOBO-METOAUYHE OBI'PYHTYBAHHSI TEMM. BpaxoByrouu, 1o
OUTBIIICTh MPUPOKEHOT, B T.4. CIIAJKOBOI MATOJIOTI] Ma€e TSHKKHI Ta MPOrpedieHTHHIA Tiepeoir, a ii
JIKYBaHHS HE 3aBXAM € ¢()EKTHBHUM, OIHIEIO0 3 MOKJIMBOCTI Ha CHOTOJIHI 3MEHIIUTH MEIUYHUH 1
comianbHui “BaHTax” 1i€i maTtojorii € mupoke BHpoBamkeHHs MIK, ske ciayrye He TimbKu
JTIarHOCTHYHUM, a i PO UTAKTUIHUM 3aX0/1aM.

MI'K BigHOCHUTBCS [0 CTIeliali30BaHOI MEIUYHOI JOTIOMOTH, € 11 HAWITOIMPEHIIIINM BHIOM 1
MPOIIECOM, B Pe3yJbTaTi SKOTO XBOPi a00 iX poawdi 3 PU3UKOM YH IMJ03POI0 Ha CIAJKOBE
3aXBOPIOBAHHS OJICPXKYIOTh BIiJJOMOCTI IIIOJI0 HACHIJIKIB XBOpPoOHM (CHHApPOMY), HMOBIPHOCTI ii
PO3BHUTKY a00 yCIaKyBaHHs, METO/IB 11 IOTMIEPEIKEHHS Ta JIIKYBaHHS.

B kpaini ¢yHKIlOHye Mepeka MEIUKO-TeHETHYHUX 3aKJIaAiB y BUIIIAAI pallOHHHX Ta
MDKpaHOHHUX  TEHETHYHHX  KaOiHeTiB, OOJJACHUX  MEJMKO-TEHETUYHUX  KOHCYIbTAIliH,
cneuianizoanux MI'Ll, meHTpiB mnpenaranbHoi niarHocTuku Ta iHmMX. MI'K npoBogutbes
JKapeM-T€HETUKOM, SIKUHA OTPUMaB JIOJaTKOBO JI0 3arajbHOI MEJOCBITH CIIEHiali3alliio 3 MEIUYHOT
TCHETHKH, 1 SKUHA 3a JOTOMOTrOI0 PI3HUX METOMIB, K I'€HETUYHUX TaK 1 3arajlbHO-NIPHHHATHX
MPOBOJIUTH JIarHOCTUKY IIJIOTO PsAy MAaTONOTIYHUX CTaHIB, B T.4. CHHApoMalnbHHX (GopMm. Ha
ChOTOJIHI onrcaHo Ounbiie 6 Tuc. cnaakoBux i BpomkeHux Gopm (Karanor Mak-Kerocuka).

II. HABYAJIBHA META:

2.1.Cmyoenm nosunen 3namu.

- 3apaui MT'K;

- MPUHIIMITA OPTaHi3allii MeIUKO-TeHETUIHOI IONMTOMOTH HACEICHHIO YKpaiHu;

- NPUHLMIM BiJHECEHHS I1HIWBIAY A0 TPYNU IMiJBUILEHOTO PH3UKY I0 KOHKPETHOMY
3aXBOPIOBAHHIO;

- IPUHITUITH, €TaH Ta 3MIiCT MEANKO-TEHETHYHOTO KOHCYIbTYBaHHS,

- IOKa3aHHsI JIJIsl HAIIPaBJICHHS XBOPOT0 Ha MEUKO-TEHETHYHE KOHCYIbTYBAHHS;

- MPUHIUOUN Ta METOAM MPEHATAIBHOI JIarHOCTUKHM CIAJKOBUX Ta YPOIKEHUX
3aXBOPIOBaHb;

2.2.Cmyoenm nogunen emimu.

- 3aMi03pUTH 1 HanpaBuTH narieaTa Ha MI'K;

- O3HAMOMUTHUCS Ta MIATOTYBAaTH HEOOXiMHY MJOKyMeHTamito s mnpoBeneHHs MI'K,
JIOTIOMOT'TH CiM'T B Tipuiiomi pimenns micist MI'K;

- MPOBOIUTH TPOGITAKTUYHI 3aXOIH, CIPSMOBAHI Ha TOMEPEKEHHS CIAaJKOBHX Ta
BPO/DKEHUX XBOpPOO, Ha 3HUKEHHS YacTOTH IIMPOKO PO3MOBCIOHKEHUX 3aXBOPIOBAaHb
MYJIbTH()AKTOPIATBHOI TPUPOJIH.

2.3.Cmyoenm nosuneHn onamyeamu NPAKmMUYHUMU HABUYKAMU | 6MIMU.

- BigiOpaTM 3 KOHTHHICHTY XBOpHUX o0cCi0, 1[0 TOTpPeOyIoTh MEAUKO-TEeHETUYHOTO
KOHCYJIbTYBaHHS;

- oncaru heHoTHN npodaHaa;

- BUSIBUTH OCI0 3 MIJIBUIIEHUM PU3MKOM BUHUKHEHHS MOHOTE€HHO1 MTATOJIOT1;

- BUSIBUTH OCi0 3 MiABUILEHUM PU3HUKOM MYJIbTU()AKTOPIaTbHOT MaTOJIOTIT;

- BUSIBUTH XBOPHUX, 110 MOTPEOYIOTh HIUTOT€HETUYHOIO OOCTEKEHHS;

- po3paxyBaTy T€HETHYHHUI PU3UK Y KOKHUI KOHKPETHIN CUTYaIlii;

III. BUXOBHA META:



- chopMyBaTH y CTYACHTIB OCHOBHI YSBJIEHHS MpPO BaXIUBICTh JOTPUMYBAaHHS MPUHLUIIB
NneoHToNoTii Ta Jikapchkoi eruku Tpu MI'K xBopoi nuTWHM, TNpOBEACHHI JiKYBaJbHO-
IIarHOCTUYHUX MaHInysnid (3 ypaxyBaHHSIM XapakTepy 3aXxBOPIOBaHHS, I1HAWBIAyaJbHUX
OCOOIMBOCTEH MarfieHTa, CTYNEeHS HOro I1HTEIEeKTYalbHOTO PO3BUTKY, PIBHS KYJIbTYpH, BIKOBHX
0COOJIMBOCTEH Ta iH.);

- TMPOTATOM 3aHATTS BUKIALad 3000B’s3aHUN BUXOBYBATH CTYACHTIB CBOIM BMIHHSM IIIOJO
BUKOPHUCTAHHS CHENU(IYHUX, B T.4. IICUXOJIOTIYHUX METOMIB miJ yac mpoBeaeHHs MI'K 3 camum
npoOaHIOM Ta WiICHAMH HOTO POAMHHU, POIUYAMH, MiATBEPIKYIOUM Ha BIACHOMY NPHUKIAII, IO
JICOHTOJIOTSI € HEB1Jl EMHOIO YaCTUHOIO MOPAIIbHO-ETHUHUX HOPM Tnpodecii Jiikapsi.

V. MDKITPEAMETHA IHTEI'PALLISA:

Ha3Ba nonepeaHix OTpuMaHi HAaBUKHU

TUCHHUILTIHA
1. Amnaromis 3HaTH aHATOMIYHI OCOOJIMBOCTI IJI0/1a Ta iT€H PAHHBOTO BIKY.
2. Hopmanpha Em6piorenes.
¢izionoris ®i3i050Ti4HI 0COOIMBOCTI TUTAYOTO OPraHi3My.
3. Ticronoris [{uTonoriudi ocHOBH criagkoBocTi. EpexTn xpoMocoMHUX aHOMAaTii
4. bionoris B OHTOTCHE3I.
5. Ximig 3akouu MeHes.
6. Ilarodizionoris BrnactuBoCTi HYKIJIETHOBUX KHCIIOT.
7. IlpomeneBTHka OOMIH pEevYOBHH Ta CHEPTii.

TUTSIAX XBOPOO

[TaTorenes cnaakoBUX XBOPOO, X KiIacuikarlis.

dopMyITIOBaTH J11arHO3 3T1HO KiIacudiKarlii.

OOCTEKUTH XBOPOTO HA BUSBJICHHS CIIaIKOBOT MATOJIOTI].

Po3smizHaBatu 3arajabHi MIPOSIBU CHaaKoOBOI IaTOJIOTI].
JiarHocTyBaTu BpoKeHi MOp(OreHeTUYHI BapiaHTH,
3i0pati aHaMHECTMYHI JaHI 1 TeHealoriyHy iH(opMaIliio,

IpoaHaji3yBaT O3HAKH XBOPOOH UM CUHAPOMY B CIM'T.

V. INIAH TA OPTAHIBAIIMHA CTPYKTYPA IPAKTUYHOI'O 3AHATTSIL:

N OcHoBHi eTanu Ta iX 3MicT Po3noain Buau koHTpoOIIO HagpyanbHo-

n/n yacy Ta METOIUYHE

piBHi 3a0e3neYeHHs
3aCBOEHHS

1. | IlizroroBuuii erar: 15% @®ponTankHe onuty- | OOnagHAHHS,

1.1 | OpranizaniiiHi TUTaHHS L=II-1I1 Banus, Ttectu II-1II | migpyunukw,

1.2 | ®opmyBaHHS MOTHBAIlii piBusa, 3amaui II-1II | mociOHMKH,

1.3 | -KOHTPOIb MOYATKOBOTO PiBHS piBHA, 2-3 XBOPHX | METOAMMHI
HIATOTOBKK (CTaHAapTU30BaHi CTallloHapy 31| pexoMeHaantl,
METOJIH KOHTPOJTIO) CIa/IKOBOIO pe3yabTaTu

2. | OcHOBHHI eTar: 65% ITaTOJIOTIEIO. __ .| 3araibHO-
DopMyBaHHs npodeciitamx L=III TCKCT.OBI CHTYaUiHHI | KITiHIYHUX Ta
BMIHE Ta HABIUOK: 3a/1adi,  MaTepiay | MapaKTiHiIHIX
a) TIpn OGCTEXEHHI XBODOTO 3arajlbHO-KIIHIYHUX | METO/IB
pO3Mi3HABATH HpOSBH Ta  MapaKIiHIYHAX 0OCTEXEHHS
CIIaIKOBOT MaTOJOrIT; METOM1B 06.CTe>KeH'.

JIarHOCTYyBaTH  NPUPOKEH1 i, R
Ba/IM PO3BUTKY Ta MPHUPOJKEHI 3aco6g. .
MOp(OreHeTHYHI BapiaHTH; TuuBiyanbHui
BOJIOMITH TEPMIHOJIOTIEI0 TIPU KOHTpOIIE  MpaKTH-
OTNKCYBaHHI denoTHy HUX ~ HaBMHOK — Ta
CIMAJKOBOI MATOJIOTI; 30MpaTh pE3YJIBTATIE  Kypalill




TeHEeaJIOTIYHY iH(hopMmaIlito; TEMAaTUYHUX XBOPUX.

CKJIaJIJaTH POJIOBiZ, 300paxkaTu Bupimenns

fioro rpadiuHO 3a JOMOMOIOIO KIIHIYHUX  TEKCTO-
CTAaHJAPTHUX CHMBOJIIB, BMITH BUX 3aBaaHb. Halip
MpoaHaTi3yBaTH pOIIOBI, TECTOBHUX 3aBIaHb Ta
BCTAHOBUTH THII €TaJIOH! BIAIOBIIEH.
yCHaJKyBaHHS, BMITH

BiiOpaTd 3  KOHTUHTEHTY
XBOpUX 0Ci0, MO MOTPeOyIOTh
MEIMKO-T€HETHYHOIO
KOHCYJIbTYBaHHS; BMITH
BUSIBUTH O0CIO 3 MIJBUIIEHUM
pHU3HKOM BUHUKHEHHS
MOHOTE€HHOI IT1aTOJIOrii, BMITH
BUSBUTA 0CIO 3 IIJBUIIEHUM
PHU3HKOM
MyJIbTH(AKTOpPIaTBHOT
maroyiorii, BMITH  BHUSBUTH
XBOpHX, IO  TMOTPEOYIOTH

[IUTOT€HETHYHOTO

00CTEXKEHHS, BMITH
po3paxyBaTu T€HETUYHUI
PU3UK Yy KOXXHUH KOHKpPETHiH
CUTYyaIlii; BMITH  BUOpaTH
JOLIJIBHAI METOL

NpEHATAbHOI JIarHOCTUKU Y
KOKHI KOHKPETHIN CUTYaIlii,
0)00roBOpeHHsT  pe3yJIbTaTiB
Kyparlii;

B)BHUPIIIICHHS CUTYaIIHHUX
KJIIHIYHUX 3a7a4

3. | 3axiro4Hui eTar: 20%

3.1 | KoHTponb KiHIIEBOTO piBHSA L= II-III
[T ATOTOBKH

3.2 | MoruBOBaHa 3arajibHa OIL[IHKA
HaBYaJILHOI IISUTBHOCTI
CTYJCHTa

3.3 | [npopmyBaHHS CTYACHTIB TIPO
TCMY HACTYIMTHOI'O 3aHATTS

5.2.1.ITiocomoeuuii eman:

Ha nouatky 3aHATTS BHKJIaZay 3HAHOMUTH CTYJCHTIB 3 OCHOBHUMH 3aBJaHHAMHU 3aHATTH,
wiaHoM. /[l KOHTPOJIO BHXIJHOTO PIiBHSA 3HAHb CTYJICHTIB KOXKHOMY 3 HHUX IPOIOHYETHCS
BUPIIIUTH TUIIOBE MUTAHHS 3 MOCTAHOBKOIO JIIarHO3y — MO>KHA BUKOPUCTATU CUTYAIIHI KIIIHIYHI
3amadi.

5.2.2.0cnoénuii eman:

VY4acTh CTYACHTIB B OLIHLI (EHOTUIlYy, CKJIAJAaHHS pOJOBiNY, BH3HAUCHHS METO/IB
nmiarHoctuku Mg yac MI'K, mig xoHTposnem Bukiagada. J[is OIIHKM TPaBHIIBHOCTI OOCTEKEHHS
MOCTIHO 3aTy4al0ThCs 1HI CTY/ACHTH.

PED®EPAT
MI'K gionocumubca 0o cneuianizoeanoi meouunoi oonomozu, € i HAUTOMIUPEHIITUM
BUJIOM 1 MPOLIECOM, B PE3YJIbTaTi SKOTO XBOpPi 200 iX poAMYi 3 PU3MKOM UM MiI03pOI0 Ha CIIAJKOBE



3aXBOPIOBAHHS OJICPXKYIOTh BIiJJOMOCTI IIIOJI0 HACHIAKIB XBOpPoOM (CHHApPOMY), HMOBIPHOCTI ii
PO3BHUTKY a00 yCITaIKyBaHHs, METO/IB 11 IOTMIEPEIKEHHS Ta JIIKYBaHHS.

Ocnoenum 3aso0annuam MI'K - € HamanHs kBamiiKOBaHOT MEIUKO-TEHETUYHOI IOTIOMOTH
CiM'sM, K1 OOTSDKCHI CIaJKOBMMH XBOPOOAMHM, MOTEPEHKCHHS 3'SIBICHHS XBOPOi TUTHHU CEpe
MMOTOMCTBA.

Hpunyunu MI'K:

- TpIOPUTETHICTH CAMOCTIMHOTO pillieHHs Mpo OaHma;

- OTpUMAaHHs BUYEPITHOI 1H(OpMaIlii BijI JiKaps-TeHETHKA;

- BWINA Mipa KOH(]1IEeHIIaTbHOCTI.

OcHO6HI 3a0a4i MEOUKO-2EHEMUUHO20 KOHCYIbMY6anHs. 1) KOHTPOIIb 3a SIKICTIO MOTOYHOT
peectpanii ypomKEHHX BajJ PO3BHTKY B MOJOrOBHX OyIMHKax; 2) ydacTh B aHaji3l BHIIQJIKIB
MEPUHATAIBHOI 1 IUTAY0T CMEPTHOCTI; 3) OpraHisalfisi MpoOBEJICHHS MACOBUX CKPHHYIOUHX IPOTrpaM
[0 BUSBJICHHIO CIIAJKOBOI MATOJIOTii B HOBOHAPOJDKEHUX Y TOJOrOBUX OYAMHKAxX 1 MOBiJOMJICHHS
paiioHHMX, MibKpaioHHuUX 1 oOmacaux KMMI' mpo pesyabTatd CKpuHiHTY; 4) OioXiMiuHUI
KOHTPOJIb 32 €(EeKTUBHICTIO JiKyBaHHSA XBopuX 13 @KV 1 IHIIMMH CIAJAKOBUMHU MOPYUICHHAMHU
oOMiHy pe4yoBHH; 5) mpomaraHga MEAWKO-TEHCTHYHHMX 3HAHb Cepell MEAWYHHMX POOITHHUKIB i
HaceleHHs; 6) MiAroTyBaHHs KaApiB MO MEOWYHIM TEHEeTUIl i PalilOHHUX, MDKpPAOHHUX 1
obnacaux KKMI'.

Ocnognumu cknadosumu MI'K €.

- BCTaHOBJICHHS J1arHO3Y;

- BU3HAYCHHS TUITY YCIAJKyBaHHS MaTOJIOTIi;

- OIIHKa TEHETUYHOTO0 pPHU3HKY, fAKa TOTpeOye TMpOBEJIEHHS aHalizy pOa0OBOAY 1

HEOOX1THOTO OOCTEKEHHS WICHIB POJIUHY,

- BU3HAYCHHS METOJIIB JIIKYBaHHS Ta MPODIIaKTUKH;

- HajgaHHs 1HGOpMAIIii 00 3MEHIIEHHS TeHETUYHOTO PU3HKY IS CHOCIB Ta MOTOMKIB,;

- Hama"HsA 1HGopMmarii Ta AOOPO3WWIMBE KOHCYJIBTYBaHHS 3 0ararbox IHTAaHb SK

MEJIMYHOTO TaK 1 HEMEUYIHOTO XapaKTepy;
- JIOCTYIHICTh TPUBAJIUX KOHTAKTIB 3 MPOOaHIOM, B T.4. TUCIAHCEPHOTO HATJISTY 0Ci0, K
XBOPUX, TaK 1 TUX, IO MiJIATAIOTh PU3HKY.

Buoinarome nacmynni éuou MI'K:

- TPOCHEKTHBHE KOHCYJIbTYBaHHS — HalOUIbl edeKkTuBHUI MeToN NPOPiIaKTUKU

BPOKEHOI 1 /a0 cmaaKoBOT1 MATONOTNl, MPH SKOMY PH3HK HAPOKEHHS XBOPOI JUTHHHU

BU3HAYAETHCSA LIE A0 11 IUIaHYBAaHHS Y¥ HAPOKCHHS,

- PETPOCIEKTUBHE KOHCYJIbTYBAHHS — 1€ KOHCYJbTYBaHHS BIIHOCHO 3J0POB’Sl HACTYMHHX

HAII[A IKIB ITiCIIS TOSIBU XBOPO1 IUTUHU B CiM' 1.

1. Ocnoeénumu noxkazannuamu 00 MI'K € nasgnicmey:

- B CiM’1 BUTIQJIKy BCTAHOBJICHOI CIIaIKOBOI MATOJIOTIT UM ITiI03PH Ha HeT,

-y IUTHHU 130J1bOBAHOT YW MHOKUHHOI Bail PO3BUTKY;

-3aTpUMKHU (i3UYHOTO 1/a00 CTaTOKIHETHYHOTO, IICHXOMOBHOTO, PO3YMOBOI'O PO3BUTKY Y
[aIicHTa;

-MyJIbTHU(AKTOPHOI MATOJIOTii y 0ci0 pi3HOTO BIKY;

-KPOBHOCTIOPITHEHOTO NITI0O0Y B POJIMHI;

-IIPUPOKEHOTO MOPYIICHHS CIyXy /200 30py y IiTel, 0COOIMBO, Y BUIAAKY OETHAHHS 3
PO3YMOBOIO BiJICTAJICTIO;

-y IUTUHU HEBPOJIOTIYHOI CAMITOMATUKH 1 CYJJOMHOTO CHHAPOMY He3’ ICOBAHOTO TEHE3Y;
-CMaIKOBUX MOPYIIIEHb OOMIHY YH IT1/103pY Ha HUX;

-y 0Cci06 XpOMOCOMHO{ MATOJIOT1] UM MiJ03pH HA TaKy;

-y MOAPY)XHBOI Mapu pPENpOAYKTUBHHX BTpaT (CaMOBIIBHOTO BHUKHIHIO, 3aBMEpJIOi
BariTHOCTi, MEPTBO HApPO/UKEHHS, pPaHHBOI HEOHATAIBHOI CMEPTHOCTi, TNEPBHHHOTO
HETUTIIIA).

[Ipoeaennss MI'K nokazaHo Takox Jisi:

- TOJAPYXKS, IO IJIAHYIOTh BariTHICTH,

- XIHOK BikoM 35 pokiB i1 Ouiblie, 40oi0OBiKiB — 45 pokiB 1 OuIblIe 3 METOIO MPOTHO3Y

3I0pPOB’ 1 Y HAIIA/IKiB;



- BariTHOI XIHKH B TePMiHi BariTHOCTI 3 8-9 THKHIB HE3aJIEKHO BiJ BIKY;

- JKIHOK 3 IEPBUHHOIO aMEHOPEEIO;

- HociiB iHpekii, y T.u. TORCHxommiekcy;

- 0ci0, skl MaroTh MpodeciiHy MKIUTUBICTh a00 MIKIIJINBI 3BUYKH,

- oci0, ki mnepeOyBalOTh TiJ [I€I0 HECHPUATIMBUX (AKTOPIB HABKOJIMUIIHHOTO

CepeIOBHIIIA.

l'eneTnunuil pu3uk - 1€ WMOBIPHICTH TMOSBH INEBHOI CMAIKOBOI MATOJIOTIi y TOTO, XTO
3BEPHYBCS 3a KOHCYJIbTAIli€l0 ab0 B HoOro HamanakiB. BiH BH3HAYAE€THCS MIISXOM PO3PaxXyHKIB,
OCHOBaHUX HA T'€HETUYHUX 3aKOHOMIPHOCTSX, 200 3 JOMOMOTOI0 EMIIPUYHUX JaHUX. | eHeTHIHUN
pu3uK 10 5% OIMIHIOETHCA SIK HU3BKHM 1 HE BBAXKAETHCSI MPOTUIIOKA3aHHSAM JI0 JITOHAPOHKCHHS B
naniil cim'i. Pusuk Bixm 6 no 20% npuitHATO BBa)kaTh CepeliHIM, B I[bOMY BHITAIKy PEKOMEHJAIl]
BIIHOCHO TIJITaHYBaHHS MOJAJIBIIINX BariTHOCTEH 3ajie)aTh HE JIUIIIE BiJl BEIMUYMHU PU3HKY, aJle 1 BiJ
BXKOCTI MEIMYHUX Ta COI[IAJIbHUX HACIIJKIB KOHKPETHOTO CIAJKOBOTO 3aXBOPIOBAaHHS, a TaKOX
B MOJIMBOCTI TIpEHATANBHOI JiarHOCTUKH. SIKmo reHeTwuyHmi pu3uk mnepesuirye 20% - e
BUCOKHUHI T€HETUYHUN PU3HK.

Ilpunyunu po3paxynky cenemuunozo pusuxy. Jlig MEHAETIOIOUNX 3aXBOPIOBaHb
TEOPETUYHI OCHOBH OI[IHKM T'€HETHYHOTO PU3UKY JOCTATHBO 1 UITKO pO3pOOJIeHi; 3aa4a 3BOIUTHCS
70 1eHTHdIKaIil Ta OMIHKA TeHOTHNY, KWW JEKHUTh B OCHOBI XBOopoOW. Hamanmi — BU3HA4YeHHS
71a00paTOPHUX METOIB, SIKI JTO3BOJISIOTH BUSBUTH HOCIHCTBO MYTAaHTHUX T'€HIB Ta aHANi3yBaTH
34YETIJICHHS MMaTOJIOTIYHUX T'€HIB 3 MApKEPHUMHU.

JIJisi HEeMEeHIeTIOI0YNX 3aXBOPIOBAHb KOHCYIBTYBAHHS TPYHTYEThCS HA EMIUPUYHUX JTAHUX.
['eneTnunmii aHamiz mpu MyJIbTH(AKTOpiaNbHINA MAaTONOTIi BUMara€ CKIQIHUX MaTeMaTHYHUX
METO/IB Ta CHeliaJbHUX T€HETHYHUX MOJEIIEH.

JeonTosoriudi npodJemu.

Mpuanumu 1 miaxonu no MI'K pisHOMaHITHI 1 3aneXarh BiJ OCOOIMBOCTEH KIIHIYHOTO
MpOsIBY 3aXBOPIOBaHHS. B 3aneXHOCTI BiJg THUIY YCHaJAKYBaHHS MPOBOAUTHCS PO3PAXYHOK
T€HETUYHOTO PUBHUKY.

Menuko-reHeTHYHe KOHCYJIbTYBAHHSI NPH 3aXBOPIOBAHHAX, 10 YCHAJAKOBYHTHCH 10
Menaenro. SIkmo Inikap YCTaHOBIIOE, IO YCMAIKyBaHHS 3aXBOPIOBAHHS ITiAMOPSIKOBYETHCS
3aKkoHaM MeHens1, TO 3'ABISEThCS MOMKIIMBICTH JaTH TOYHY 1 HAJIHHO OOTPYHTOBAaHY OIIIHKY
PU3HKY MMOBTOPEHHS IIOTO 3aXBOPIOBAaHHS B WieHIB ciM'1. Tol ¢akT, 1o JqaHa 03HAKA BUSBISETHCS
10 MEHJICTIBCHKUX 3aKOHAX YCIaJKyBaHHS MO)XHA BCTAHOBHTH Ha MiJCTaBl KJIIHIYHOTO JiarHo3y,
31CTaBIEHOTO 3 XapPaKTEPOM POIOBOY.

VYeci curyarii, siki 3yctpivatothes B mpakTuili MI'K cimeit 3 MOHOTEHHUMU 3aXBOPIOBAHHSIMH
NP YCIX THIAX YCIaJIKyBaHHs, MOXKHA PO3IUIMTH Ha 3 rpynu (Bl mepIri rpyny MOKHA PO3TIISAaTH
pasom):

1) renoTumnu 6aTHKIB BiZoMi;

2) TeHOTHITH 0ATHKIB MOYKHA MIPUITYCTUTH 3 BEJTUKOIO HMOBIPHICTIO;

3) reHoTHIH OATHKIB HEBIAOMI.

Po3paxyHOK reHeTUYHOT0 PU3MKY NIPH XPOMOCOMHHUX XBOpPO0ax

Meanko-reHeTHYHEe KOHCYIbTYBaHHS IPU XPOMOCOMHHUX aHOMAJIiSIX 3BHUAHHO HE BUKITUKAE
BEJIMKUX TPYIHOIIIB. BU3HAUEHHS MOBTOPHOTO PHU3UKY MPOBOAMUTHCA 4YacCTille YChOTO B TPbOX
BUIIAIKAX !

1) pu3uK OBTOPEHHS aHEYIUIOIAIT TPH HOPMAILHUX KapioTUITax OAThKIB;

2) IPOTHO3 MPH BUABJICHHI MO3ailli3My B OJTHOTO 3 OATHKIB,;

3) IporHo3 Mpu ciMeHUX POpMax CTPYKTYPHHUX aHOMAJIiii XPOMOCOM.

VY meprioMy BHITAJKy PU3HK IS CHOCIB MpoOaHa OIIHIOETHCS HA MIiJCTaBl EeMIUPHYHUX
JaHUX I KOXKHOT'O THITy aHOMaTii i Biky Matepi (1o 30 pokiB yacToTa HEPO3XOKEHb XPOMOCOM
He 30inpmena; npubmm3no 1% ycix niteil, HapomkeHux Matepsmu y Bimi 38-40 pokiB, MalOTh
tpucomiro 21,1 3,7% -iHIITy XpOMOCOMHY aHOMAJII0).

[Ipu BusABNEHHI MO3aiM3My B KOro-HeOyab i3 0OaTbkiB mpoOaHaa pHU3UK A CHOCIB
BH3HAYAETHCS 110 GOPMYITi:

—* XK,
(2-x)



JI€ X - YaCTKa aHOMaJIbHOTO KIIITUHHOTO KIIOHY;

K - koedimienT emminarii He30aTaHCOBAaHUX 3UTOT B eMOpIOTeHE3I.

Po3paxyHoK pU3HKY NPH MYJIbTH(PAKTOPiaIbHUX 3aXBOPHBAHHAX

XBopoOH 31 CHAAKOBOIO CXHJIBHICTIO a00 MyJIbTH(aKTOpiadbHI 3aXBOPIOBAHHSI, 3aiiMalOTh
rOJIOBHE MICIIE B CHAKOBIH IIaTOJIOTI] JIFOINHH.

PO3BUTOK OUIBIIOCTI TOMMPEHUX XPOHIYHUX XBOPOO 1 YPOIKEHHMX IOPOKIB PO3BUTKY
00YMOBJICHO CIJIBHOIO JIi€I0 OaraTboX T'e€HIB 1 YMHHUKIB cepeoBHIIa (IyKpOBHii qiabeT, BUpa3KkoBa
XBOp0o0Oa, ypoIKeHI MOPOKU cepiis, AeGeKTH HEBpalbHOI TPYOKH Ta iHII.) . Y TaKuX, BHITaJKax
BUKOPHUCTOBYIOTh TaOJMII EMIIPUYHOTO PU3MKY, 3HAYCHHS SIKOTO 3AJICKHUTh BiJ IJIOTO PALY
YUHHUKIB. CIMEHHOI 4acTOTH, YCHaJAKOBaHI O3HAKM, CTAaTi MpobaHa, BaXKOCTI YpaKeHHs, HOpMHU
3aXBOPIOBaHHS.

Po3paxyHok pu3uKy 3 BUKOPHCTAHHAM iH(opMalii npo 34enjieHHs

VYcenixu, JoCATHYTI B MOJICKYJISIpHINA T€HETHIIl 32 OCTAHHE NECSATUIITTA, 30KpeMa, BUBYCHHS
TOHKOI CTPYKTYpH MYTAaHTHHUX T€HIB, NMPUPOJIU MYTaIliil, M0 BHUKJIMKAIOTh BHU3HAYCHI CHAIKOBI
3aXBOPIOBAHHS, ICTOTHO PO3MIMPUIA MOKJIMBOCTI MEIUKO-TEHETUYHOTO KOHCYJIbTYBAaHHA. Y
0araTtboXx BUIAJIKAX 3'sIBUJIACS MOXKIIMBICTh BUSBIISITH CIIAJKOBY MATOJOTIIO B TUIOJAX M Y XBOPHX 10
MOSIBU KJTIHIYHUX CHMIITOMIB, BU3HAUaTH HOCIiB MyTaHTHUX T'eHiB. YHCIIO CIIaKOBHX XBOPOO, MpH
SIKUX MOJKJTMBA MPsIMa MOJICKYJISIPHO-TEHETHYHA JIIarHOCTHKA MyTallii, mocTiitHO pocTe. Haitbinpe
SACKpaBl MpUKJIAAM - MyKoBicuuao3 i P-ramacemis. IIpm mykoBiciumosi ommcano Oinbime 600
myTaniii y nmokyci CFRT, npu Oera-tamacemii - mecsITkd MyTalii y JIOKyci OeTa-TIoOiHOBUX
JAHITIOTIB. Y MOAIOHUX BUMAAKAX, a TAKOXK SIKIIO T'e€H CHaJKOBOTO 3aXBOPIOBAHHS KapTOBaHUH, aje
pHUpOJIa MyTalliil Y HbOMY HE BCTaHOBJICHA (YK€ KapTHPOBAHO OLIbIIIE).

Menuko-reHeTHYHe KOHCYJHTYBAHHA MNPH 3aXBOPHBAHHAX 3 iHINIMM MeXaHi3MOM
ycnaakyBaHHs. Bigomo myxke 6arato 3aXBOPIOBaHb, y TIOXO/PKEHHI SIKUX TEHETHYHA KOMIIOHEHTA
Mae€ ICTOTHE 3HAYEHHs, aje HeMae€ aHOMAaJliii XpPOMOCOM 1 BICYTHIN XapakTep YCHaJKyBaHHS, IO
MeHentoe. KimiHinuceram Taki XBOpoOHu BiJIoMi 32 Ha3BOIO MOJITCHHUX MYyJbTH(haKTOpiaabHuX. J[o
HUX BIJHOCSATBCS YpPODKEHI Ae(eKTH 1 OUIBLIICTh BAXKMX XPOHIYHHUX 3aXBOPIOBAHb Y 3pLIOMY 1
MpUCTapKyBaTOMy Bimi. Big 3axBoproBaHb, IO YCHAJIKOBYIOThCA TI0 MeHueno, BOHHU
BiJIPI3HSAIOTHCS TUM, 1110 32 PO3BUTOK IMATOJIOTI] BIAMOBIIa€ HE OMH I'€HETHYHUMN JTOKYC, a MHOKHHA
TEHETUYHUX JIOKYCIB 3 ypaxXyBaHHSIM BEJIHMKOI KUTBKOCTI 30BHINIHIX YWHHHKIB. [lpm
KOHCYJIbTYBaHHI TaKMX CTaHIB JKap BpPaXxOBY€ CTYMiHb PU3MKY Ui HAWONMKYUX POAUYIB,
MOBTOPHUH PU3UK, YaCTOTY 3aXBOPIOBAHHSI, YCIAAKyBaHHS, CTAaH XBOPUX POJAUYIB.

Kpim Toro, BitoMa rpyrma 3axBoproBaHb TaKuX 5K, XBOpoOH reHoMHoro imnpuntuary (I'1) ta
MITOXOHJIpHAIbHI XBOPOOHW, NPH SKUX PO3paxyBaHHs TEHETHYHOTO PHU3HMKY MO MEHICIIBCHKHM
3aKoHaM He mpoBoauThes. 'l — 11e MapkepyBaHHS Ha €MIr€HETUYHOMY PiBHI, 10 BiAOYBA€ThCS IMiJT
Yyac raMeTOoreHe3y 1 BUKJIMKAE CTIMKI Moaudikailii ekcripecii romosoriunux rexiB. Lei kimac xBopoo
HAJICKHUTDH JI0 3100yTKiB “HOBOT reHeTHKH’ . [IpHumHOI0 X BUHUKHEHHS € Moau(ikalis ekcrpecii
TeHiB, iX XIMIYHOTO 3MIHEHHS, SIKE HE CIPUYMHIOE MyTallii, ab0 CTPYKTYpHOTO YIIKO/KCHHS
camoro rena. Kniniuauii nepe0ir I'l 3anexuTh Bil MATEpUHCHKOTO Y OATHKIBCHKOTO IMOXOKEHHS
aJIeNiB IEIKUX T'€HIB.

Jlo 1MX MaToJOTIYHUX CTaHIB BiTHOCATHCS: c-M [Ipanepa-Bimni (6aTbkiBcbke OXOMKEHHS
myTarii B xpomocomi 15011-13), c-M AmnrenbMana (Tak JIOKaji3aIfisi, ajge MaTCPUHCHKOTO
MOXOJDKEHHs), peTuHOOMacTroma (13Q, XpoMocomMa MAaTEpUHCHKOTO TOXO/DKEHHS) Ta 1HIII.
Po3paxyHOK TEHETHYHOrO PH3UKY IMPH JaHId TaToJIOTii MPOBOAUTHCS TICIS ITUTOT€HETHYHOTO
o0cTeXeHHs 0aThKiB MpoOaHa.

[HII0I0 TPYMOIO MATOJOTIYHUX CTaHIB, Kl YCHAAKOBYIOTHCS HE MO 3aKoHaM MeHzens — €
MITOXOH/IpiaibHI XBOPOOH, SIKi SIBIISIIOTHCS TETEPOTCHHOIO TPYIOI0 3aXBOPIOBaHb 1 0OyMOBIIEHI
TCHETUYHUMHU CTPYKTYPHUMH, O10XIMIYHUMH Je(heKTaMu MITOXOHIPIN Ta MOPYIICHHSM TKaHEBOTO
nuxaHHsa. Jlo mHMX 3aXBOprOBaHb BigHOCATHCSA: c-M KepHca-Ceiipa, MIOKJIOHYC emiserncis, pBaHi
kpacHi BosokHa (c-M MERFE), wmitoxonapiansHa eHredanomionaris, JakTaT —ammiaos,
iHCynbpTomoAiOHI emizoau (c-M MELAS) Ta inmi.

MiToXOH/IpiaNbHI 3aXBOPIOBAHHS YCIAJIKOBYIOTHCS M0 MAaTEPUHCHKIHM JIHIT — XBOopa MaTu
nepeae 3aXBOPIOBAHHS BCIM CBOIM JITSIM. AJie mepeaada 3aXBOPIOBAHHS HACTYITHUM MOKOJIHHIM
MOJKJIMBA Yepe3 JT0UOK.



Mennko-reHeTHYHEe KOHCYJIbTYBAHHSl NPH XPOMOCOMHHMX aHoMaJisix. Jlikap-reHeTuk
MMOBUHEH BPaxOBYBAaTH, IO OUIBIIICTH XPOMOCOMHOI MATOJIOTii Ma€ BKpal HU3bKUH IMMOBTOPHHUI
PHU3HUK y CIM'AX 1 1110 OUTBLIICTD BiIOMHX CIIaJKOBHX 3aXBOPIOBaHb HE CYIPOBOIKYETHCS BUIUMUMHU
XPOMOCOMHUMH aHOMaJIIMU. XPOMOCOMHI 3aXBOPIOBaHHS IJ10/1a MTOKU MPAKTUYHO HE MiJAal0ThCs
TKYBaHHIO, aJie JIarHOCTYIOThCS 32 JIOTIOMOTOI0 aMHIOIeHTe3y. [0 OCHOBHUX YMHHUKIB, IO CIiJ
BpaxoBYBaTH MPH KOHCYJIbTYBaHHI TAaKUX CTaHIB, BIIHOCUTHCS 3BEACHHS MPO YaCTOTY CIIOHTAHHUX
XPOMOCOMHHUX aHOMaJiil y MOMyJALii, CTyMiHb PU3MKY MOBTOPHHUX BHUMAJAKIB XPOMOCOMHHUX
3aXBOPIOBaHb Yy MOMYJALIl, CTYHIHb PU3UKY MOBTOPHUX BUIAAKIB XPOMOCOMHHX 3aXBOPIOBAHb Yy
ciMi (tpucomii mo 1241, 1841, 2141 i 2241 xpomocomaMm; aHOMaJlii CTATEBUX XPOMOCOM;
XPOMOCOMHI TpaHCJIOKallii; iHBepcii, MO3ailu3M i iH.).

Oco0muBOI0 33/1a4€10 MEIMKO-TEHETHYHOTO KOHCYJIBTYBaHHS € BUSBICHHS HOCIIB NpU
TeHeTUYHUX 3aXBOproBaHHAX. HocieMm, 13 mOrsAy cydacHOi T€HETHKH, € TaKa JIIOAMHA, 0 Ma€ TeH
(y rerepo3uroTHOMy CTaHi), IO ACTEPMIHYE CIIaJKOBE 3aXBOPIOBAHHS. Y MOMEHT OOCTEKEHHS Taka
JIIOJIMHA MPAKTUYHO 3/10pOBa.

Buninstore  obnicamuux 1 umogipnux  Hociie. TloTpiOHO  BpaxoByBaTH  BIUIMB
KPOBHOCITOPITHEHHX 3B’ 513KiB B ¢iM'1 . [lizxoan mo BusBieHHs HOCIiB ipu AP 3axBoproBanHsx, Al
CMaKyBaHHI 1 X-3UEIUIEHUX 3aXBOPIOBAHHIX PI3HOMAHITHI.

Jeonronoriuni acnektu. byns-skuit Bug MI'K npurnyckae mocTiiHUN KOHTAKT JiKaps 3
XBOpHM. TOMy B TakuxX CHUTYyallisiX BHUHHUKAIOTh PI3HOMAHITHI JIEOHTOJIOTIYHI MPOOJIEMH.
be3cymHIBHO, 110 Ti, 10 KOHCYJIBTYIOTHCSI MAlOTh MIPaBO OJEPKYBATH YITKHH 1 pealbHUN MPOTHO3
CTYNEHs PHU3UKY MOXJIMBOI MATOJOrii B HUX abo ixHIX giTel. ['eHeTWK MOBHHHUHN MdiATH 3
obOepexHicTIO. BakiiBO BpaxoByBaTH CTYIIHB OCBIYEHOCTI mari€eHTa. Bin 1bOoTo 3aleXuTh 5K
rmuOoOKo 1 BceOIUHO 3po3ymie€ BiH CyTh MATOJOrii, BaXKiCTh ii HACHIAKIB, pPOJIb MOXKIMBOI
poQiTaKTUKH.

Heo0xigHo mam'atatu, mo mMaiiOyTHi OaTbKH, TOTYIOUHUCh MAaTH JUTHUHY, CIIOIIBAIOTHCA HA
Te, 10 BoHA Oyzae 310poBOI0. BoHM X04yTh cTaTh OaThbKax caMe 370pOBUX JITEH, Y IIbOMY BOHU
bauyamov 3a0060/1€HHs, Y YbOMY CKIAOAEMbCA IXHA C8I0OMICMb BUKOHAHO20 OOpey, momy OaKaHO
MONEPEIUTH CIM 10 TPO HAPOJKEHHS XBOPOi TUTHUHU. [ €HETHK TOBMHHUN BKpail 00EpeKHO
MOBIIOMJISAITH OaTbKaM MPO PHU3MK MOXKJIMBOI martojorii. ICHye psia TNCHUXOJNOTIYHHX AacleKTiB
MEANKO-TEHETUUYHOTO KOHCYJIbTYBaHHs. Hampukian, 0aThku, IO OYIKYIOTH HapOJKEHHSI XBOPOi
IUTHHU, MOXKYTh OyTH BKpail cxBuiaboBaHi. OcoOIMBO eMOLIIHHO TOCTPO pearye BariTHa. Bunukae
IUPOCEePACYHN KOHGIIKT MDK HeOakaHHSIM MaTH XBOPY JUTHHY 1 CBIJOMOTO MMOOOIOBAaHHS
nepepBaTd BariTHICTh. Bce-Taku 3aluIIaeTbcs CYMHIB! PalTOM HE TPOSBUTHCA XBOpoOa B
HOBOHapoKeHoro. J[ii O6aThKiB 3ajekaTh BiJl 3arajJbHONIOACHKOI KyJIbTypH 1 (axoBoi epyawuIlii.
Jlikap BHMKOHYE pOJIb KOHCYJIbTaHTa, IO 1H(POPMYE OO'€KTHBHO NMPO MOKJIHMBICTH HAPOKEHHS
XBOPOI JUTHHM.

5.3. KonmpoavHi numanns.
Menuko-reHeTHYHe KOHCYIbTyBaHHs. CTPYKTYpa MEIUKO-TEeHETUYHHUX KaOiHEeTIB.
3amaui Ta MoKa3aHHS /10 IPOBEICHHS MEJUKO-TEHETUYHOTO KOHCYIIbTYBaHHS.
OCHOBHI eTany MEJUKO-TeHETHYHOTO KOHCYJIbTYBaHHS.
Oco06MBOCTI METUKO-TEHETUYHOTO KOHCYIbTYBAaHHS IPU MOHOTEHHIM MMaTOJIOT 1.
BaxuBi acniekT MeIMKO-TEHETUYHOTO KOHCYIbTYBAHHS IIPH XPOMOCOMHIHN MaTOJIOTi.
Menuko-reHeTHIHEe KOHCYIBTYBAHHS IPH MOJIIT€HHUX 3aXBOPIOBAHHSIX.

ok wNE

5.4.3axknwunuit eman:

OmiHIOETBCA ~ TOTOYHA  JISJIBHICTD ~ KOXHOTO  CTY/AEGHTa  YOPOJOBXK  3aHATTS,
CTaHIAPTU30BAHWK  KIHIEBHM  KOHTPOJb, TMPOBOJIUTHCS aHaNI3  YCHIIIHOCTI  CTYJICHTIB,
OTOJIOUIYETHCS OLIHKA JiSTIBHOCTI KOXKHOTO CTYAEHTa 1 BHUCTABISETbCA Yy JKypHal OOJiKY
BIIBIAYBaHb 1 YCHIIIHOCTI cTyAeHTiB. CTapocTa Tpynmu OJHOYACHO 3aHOCHTH OIIIHKH Y BiJOMICTh
00Ky YCHIIIHOCTI 1 BiABIAYBaHb 3aHSTH CTyJEHTaMH, BUKJIa1a4 3aCBiAUY€E 1X CBOIM ITiATUCOM.



Buknagay KopoTko iH(GOpPMYE CTYICHTIB NHpPO TEMY HACTYIMHOIO 3aHSTTS, METOJIUYHI
NpUHOMH IIOAO MIATOTOBKHM J0 HBOTO, PEKOMEHIYE JITepaTypy 3a TEMOIO HACTYIMHOTO 3aHATTS:
OCHOBHY Ta JOAATKOBY.

VI. MATEPIAJIM METOAUYHOI'O 3ABE3IIEYEHHS 3AHSATTAI:

6.1.Marepiajim KOHTPOJIIO 6a3uCcHOI (BUXITHOT0 PiBHS) MiATOTOBKH CTY/AEHTIB!
TECTOBI 3aBJaHHS (J01at0THCH).

6.2.Marepiajau 1j1s1 METOAMYHOTO 3a0e3MeYeHHsI OCHOBHOIO eTamny 3aHsTTA:
icTopii xBopoOH, Tabmuii, HabOpH aHami3iB, JiKAPChKi 3aC00U.

6.3. MaTepianu /51 3aKJI0YHOIO eTamy 3aHATTs. HaOlp TECTOBUX 3aB/IaHb, KIIHIYHHX
curyamiitaux 3aga4 1I-111 piBHs 3acBoeHHS (T01a0THCS).

6.4. Marepiaaum s MeTOAUYHOr0 3a0e3NMedYeHHs] CAMONIATOTOBKM CTY/AEHTIB.
Buxaneni y BiMOBIAHIX METOJUYHUX BKa31BKaX.

TecTHn 1J1M nepeBipKH MOYATKOBOI0 PiBHS MiATOTOBKM:
1. TIoHATTS TEHETUYHOrO pU3UKY BKJIIOYAE: a) MIJBUIICHY WMOBIPHICTh MaTu IICBHE
3aXBOPIOBAHHS MPOTATOM YCHOTO KHTTS, 0) WMOBIpHICTh BHHUKHEHHS CITaKOBOI MATOJIOrii abo
XBOPOOH 31 CIIAJIKOBOIO CXMIIBHICT, B) HIMOBIPHICTh BHYTPIIIHBOYTPOOHOT 3arnoesi miony.
2. Jlo kareropii BUCOKOTO T€HETHYHOTO PU3UKY BiIHOCATHCSA HAcTymHi mokasuuku: a) 100%,0) 5-
10%,8) 10-20%,r) 20-25%.
3. o xareropii cepeHbOr0 reHETUYHOIO PU3HKY BIIHOCATHCSA HACTYMHI mokasHuku: a) 10-20%,
0) 50%,B) 6-10%,r) 20-25%.
4. Tlpu MOHOTCHHIHM MaToOril MOBTOPHUI TE€HETHYHHA PHU3WK BHM3HAYAETHCA. a) HAa OCHOBI
eMITIpUYHUX JJaHUX, 0) NUISIXOM TEOPETUYHUX PO3PAXYHKIB.
5. TloBTopHHI TEHETHMYHUN pPHU3UK TPU HAPOHKEHHI JUTUHU 3 XPOMOCOMHHUM CHHIPOMOM
BU3HAYAETHCS: a) HA OCHOBI EMITIPUYHUX JaHUX, 0) IUIIXOM TEOPETUYHHUX PO3PAaxXyHKIB cerperaii
aHOMAaJIbHUX XPOMOCOM B raMeTax, B) Ha MiJCTaBi CIMEHHOTO aHaMHE3Y.
6. Ilpu MynbpTUAKTOpialbBHUX XBOpOOax TIEHETUYHHWH pPU3MK BU3HAYAETHCS. @) ILIIXOM
TEOPETHYHHMX PO3PaxyHKiB, 0) 3TiAHO MCHACTIBCHKMM 3aKOHAM YCHaAKyBaHHsS, B) Ha ITiJCTaBi
EMITIPUYHUX JaHHX.

TecTH 111 KOHTPOJIIO KIHIIEBOT0 PiBHA MiATOTOBKMU:
1. [Tpu cxperieHHI JOMIHAHTHOT Ta PELIECHBHOT TOMO3HIOT 32 AJIbTEPHATUBHOIO 03HAKOIO B
MMOTOMCTBI TIEPIIIOTO MTOKOJII HHS:
a)VY BciX opraHi3MiB MPOSIBISIETHCS PEIICCUBHA O3HAKA
0)Y BCiX opraHi3aMiB IpOSIBIIETHCS JOMIHAHTHA O3HAKA
B)3yCTpivarOThCs OpPraHi3Mu, K 3 JOMIHAHTHOIO, TaK | 3 PELIECHBHOI O3HAKAMU
r)Bci opranismMu reTepo3uroTHi 3a JaHUM T€HOM
n)Bci opranizmMu 0THOMaHITHI 32 TCHOTHIIOM Ta ()EHOTHIIOM
2. I'ereposuroramu €:
A)/[liTi XBOpOTO Ha ayTOCOMHO-PEIIECUBHE 3aXBOPIOBAHHS
b)/louka xBoporo Ha X-34eIjicHe PEIECHBHE 3aXBOPIOBAHHS
B)Bbarbku XBOporo Ha ayTOCOMHO-PEIIECUBHE 3aXBOPIOBAHHS
INITonoBuHa aiTEl reTepO3UrOTHUX OATHKIB
JI)XBopuii Ha ayTOCOMHO-PELIECHBHE 3aXBOPIOBAHHS
3. 'eHeTHYHMIA PU3UK TPH ayTOCOMHO-I0OMIHAHTHOMY 3aXBOPIOBAHHI BU3HAYAETHCS:
a)['eHOTHIIOM
6)Cryrenem cropi JHEHOCTI 3 XBOPUM
B)[IeHEeTPaHTHICTIO MATOJIOTIYHOTO TeHY
r)ExcripecuBHICTIO MAaTOIOTIYHOTO TeHY



4. eHeTUYHMIA PU3KK TIPU MYyIbTH(HAKTOPIaTBbHIH MaTONOTIi BU3HAYAETHCA:
A)IleHeTpaHTHICTIO MATOIOTI YHOTO TEHY

B)Ctynenem cnopi THEHOCTI 3 XBOPHM

B)EkcnpecuBHICTIO TATOIOTI YHOTO TeHY

I')BrutuBoM dakTopiB cepeoBuina

J1)BeanuuHO0 reHeTHYHOT KOMIIOHEHTH

5. BeprukanpHuit" po3moaii natosorii B poAoBOJi XapaKTepHUHN VIS
A)AyTOCOMHO-TOMIHAHTHOT'O THITY YCITaKyBaHHS

B) AyTOCOMHO-PELIECHBHOTO THITY YCIIaAKyBaHHSI

B)3uenieHoro 3i CTaTTIO PEIECHBHOTO YCITa K yBAHHS

3aoaui:
3aoaua 1. Xinka, sika 1 4yac BariTHOCTI MEpPEXBOpija HAa KPAaCHYXY, HapOAWIA TIIyXOoro cuHa. Y
Hel Ta YOJIOBIKAa CIlyX HOPMaJbHMH, Y pofoBoAI 000X OaThKiB IIyXoTa HE BinMmiueHa. Bipyc
KpacHYXH HE € MyTareHOM.
BusHaure: 1) [Ipupoxy riyXOTH y JTUTHHH.
2) VIMOBipHICTb MOBTOPHOTO HAPOIKEHHS TIIYXOI AUTHHI.

3) HIMOBIpHICTIO HAPOJKEHHS TIYXHX OHYKIiB, fKIIO iX CHMH TIyXWii, CTaBIIX
JTOPOCIIAM, OAPYKUTHCS 3 TIIYXOHIMOIO KIHKOIO, Y SIKOT 0aTHKO Ta JIBi CECTPH TaKOX IITyXOHiMi (reH
TIYXOTH PELECUBHHUIA).

3aoaua 2. Yonosik, ioro Mat i 4 JOHBKM XBOPIIOTH HA JOMIHAaHTHY CHAaJKOBY XBOpoOy. baTtpko
YOJIOBIKA, IPY>KWHA 1 5 CHHIB 310pOB1. Y SKii XpOMOCOMI 3HAXOIUTHCS BIAMOBIIHUMA JOMIHYHOUHI
req?

3aoaua 3. Ilin yac ob6crexenHs 109piunHoi AUTHHU OyJI0 BHSBIEHO PO3YMOBY BiJCTAlICTh,
MOpYIIEHHST OOMIHY PEYOBHH, 3aTPUMKY 3pOCTY, 3aTPUMKY (I3UYHOTO PO3BHUTKY, MHOKHHHI
MPUPOJKEH] Bad PO3BUTKY.

Bkaxite: 1) CuHIpOM, [0 BUKJIMKAB T3Py HA XpPOMOCOMHY XBOPOOY; 2) MeTo/1 1iarHOCTHKH.
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METOAUYHA PO3POBKA
INPAKTUYHOI'O 3AHATTA

MOAVYJIb 1. MenudHa reHeTHKA.

3MICTOBHUI MOJYJIb 1.OcHoBn MeanuHoi resernkn. MI'K.

TEMA 3AHATTS Nel: Meroad KIiHIYHOI TeHETHKH (reHealoTiYHuH,
nepMatoriaipiyHui, UTOrCHETHYHUM, OloxXiMiuHMI). BIIM3HIOKOBHMH Ta MOMYJSIiHAN
Metoau aiarHoctuku. JIHK-miaraocTuka.

I. HAYKOBO-METOJAUYHE OBI'PYHTYBAHHSA TEMM: V cucremi miarotryBaHHs
CY4acCHOTO JIIKapsi TEHETHKA JIIOJUHH € TUCLUHUILTIHOIO, sIKa (OpMY€E HE TUTbKU TEOPETUYHY 0a3y s
BUBYCHHS MEUKO-010JIOTTYHUX TUCIUILIIH, aJI€ 1 CIIPHsIE PO3BUTKY KJIIHIYHOTO MUCIICHHS. 3aBIsIKH
OYpXJIMBOMY PO3BUTKY T€HETUKH JIFOJMHU 1 KIIIHIYHOI T€HETHUKU 30KpeMa, 11 JOCATHEHHS CTallu
JOCTYITHUMH JIIKapsIM yCiX CIeiaIbHOCTEH.

3 mauieHTaMu, SIKi MalOTh CMAJKOBY MATOJOTriI0, MEPIIMMU KOHTAKTYIOTH, SIK MPAaBHUJIO, HE
JIKapi-TeHETUKH, a JKapl I1HIMMX CHeniagbHocTe. Big X BMIHHS 3amiIo3puTH  CHAIKOBE
3aXBOPIOBAaHHS Ta BHOpAaTH BipHY TaKTUKY BEICHHS XBOPOTO 0araTo B YOMY 3QJICKHUTH JOJIS
xBoporo 1 yciei #oro ciMi. Bce 1e cBiAUMTH TPO BAKIMBICTH BHUBUCHHS JKapsSMU YCiX
CreUiaTbHOCTEN MUTaHb KIIIHIYHOI Ta JIabopaTopHOi reHeTHKH. ChOroHIIIHS KIiHIYHA TeHEeTUKA -
1Ie IMUPOKUI apceHas MiarHOCTHYHHUX MOXIIMBOCTEH, BKIIFOUAIOYH MPEHATAIBHY A1arHOCTHKY, IS
OUTBIIOCTI CMAKOBUX XBOPOO, 1€, B ONM3bKOMY MaiOyTHBOMY - BIPOBAJKCHHS METO/IB
reHoreparii a0o eTioJOTIYHOT KOPEKIIii CITaIKOBOT IMaToIorii.

[Tix gac MiarHOCTUKU BPOJKEHOI Ta CIIaJKOBOI MATOJIOTii BHKOPUCTOBYIOTHCS K TPAIUITIHHI
3arajJbHO-KJIIHIYHI METOAM, sKi 0a3yloThCsS Ha OIHIII 3aKOHOMIPHOCTEW MPOSBIB CHAJAKOBOT
[1aTOJIOTII, TaK 1 CIIEIIAILHUX “T€HETHYHUX METO/IB.

II. HABYAJIbHA META:
2.1.Cmyoenm nosunen 3namu.
- METOJH KJIIHIYHOI T€HETUKH,
- 3HAYCHHS 1 OCHOBH KJIHIKO-TE€HEAIOTTYHOTO METOTY JIJISl JIarHOCTHUKH CTaJIKOBOT MATOJIOT],
-00JIacTh 3aCTOCYBAaHHS IUTOTEHETHYHUX METOAY. CYTh, BUIM Ta MOKJIUBOCTI IIUTOT€HETUYHOTO
METOMY B JIIarHOCTHIII CIIAJKOBUX XBOPOO;
- TIOKa3aHHS [0 3aCTOCYBaHHS IUTOTCHETUYHOTO JOCHIDKCHHS Ta JOAATKOBHX CIEHiaTbHUX
METOMIB TOCIIHKEHHS,
- POJIb CIIAIKOBUX Ta (haKTOPIB CEpPEIOBUIIA B €TIONOTI] Ta MaTOreHe31 3aXBOPIOBAHbB JIIOUHH;
- 3araJIbHI 3aKOHOMIPHOCTI €T10JI0Ti{ Ta MaTOTeHe3y CIaIKOBUX XBOPOO;
- 3arajgbHi TPUHIMIMA KIIHIYHOI IarHOCTUKH CIIAJKOBUX XBOPOO, MPUYMHHU TOXODKCHHS Ta
JarHOCTUYHY 3HAYUMICTh MOP(OTCHETUYHUX BapiaHTIB;
- TIarHOCTUYHI MOXKJIMBOCT1 T€HEAIOTIYHOTO aHAaI3y [Tl IIarHOCTUKH CIIAKOBO MMATOJIOTi;
- TMIPUYMHH TTOXOKEHHS Ta OCOOIMBOCTI KIIHIYHHMX MPOSBIB XPOMOCOMHHUX XBOPOO 1 CHHIPOMIB,
3arajbHi MPUHIUIH 1X KIIHIYHOT J1arHOCTUKH.
2.2.Cmyoenm noguHeH emimu.
- 310paT aHAMHECTUYHI JjaHi 1 TeHealoT1yHy iH(pOopMalliio;
- MPEJICTAaBUTH POJIOBIT B Ipad)iyHOMY BUTIISI,
- IpOaHaJi3yBaTH yCIaAKyBaHHS 3aXBOPIOBaHHSA a00 03HAKU XBOPOOHU B CIM'T,;
- 00CTSXXHUTH MpoOaHaa 1 OIIHUTH (PEHOTHIT Ta PO3MI3HATH 3arajibHi MPOSBU CIIaIKOBOI MMAaTOJIOTIi;



