OCHOBH MEAHWYHOI TEHETHKH
IIpakTHYHe 3aHATTSI No 7

Tema: Meauko-reHeTHYHE KOHCYABTYBaHHSA

MeTa: O3HAaWOMHUTHUCH 3 MNPUHIUIIAMH Ta 3aBAaHHAMH MEIUKO-
FEHETUYHOIO KOHCYABTYBAHHH, MOXKAUBOCTSIMU IIPOTHO3YBaHHS
HapO>KEHHSH 3/I0POBUX Ta XBOPHUX HAIIAAKIB, HABYHUTHUCH PO3POOATITU
PEKOMEHAALlli 1010 3HUXKEHHA PU3UKY CIIQAKOBHUX 3aXBOPIOBAHE 1
BPOMZKEHUX BaL PO3BUTKY.

IHumaHHs 0151 062080pPEHHSL:

CriagkoBiCTh Ta MIHAUBICTH

OcHOBU ycriaaKyBaHHS O3HAK Y AIOAUHU

Menuko-reHeTH49HI KOHCYABbTAllli, IX IPaKTUYHE 3aCTOCYBaHHA
OCHOBHI IPUHIUIIA Ta €Talll KOHCYABTYBaHHSI

[oMO3UTroTH, TETEPO3UTOTH, CIIaAKOBA CXUABHICTH [0
3axXBOpPIOBaHb

Cy4acHi MeTOoAu OOIIOAOTOBOI A1aTHOCTHUKU

Sl

o

BaBmanua 1. O3HalloMAEHHS 3 POOOTOI0 MEIUKO-T€HETHIHUX
KOHCYAbTAaIlil

Menuko-reHeTudHe KOHCyAbTyBaHHsI (MI'K), 3a BU3Ha4YeHHSIM
AMEpPUKaHCBKOIO TOBapUCTBAa MEOUYHUX r€HETUKIB, €
KOMYHIKAQTUBHUM IIPOIIECOM, SIKUM BUPILIYE ITPOOAEMU AIOAWHU B
3B’3Ky 3 BU3HAUEHHSM PU3UKY BUHHUKHEHHSI B POAMHI CIIaIKOBOI
IIaTOAOTHI.

MeToauyHi peKOMEHAallii 1010 OpraHi3ailii MeJUKO-T€HEeTUIHOI
JOTIOMOTH (BUTHAT 3 HaKa3dy MO3 Ykpainu Ta AkageMii MeAUYIHUX HayK
Ykpainu Big 31.12:003 Ne 641 /84:

2.1. 3araabHi TI10AOKeHHd. Meauko-reHeTHYHAa [JOIIOMOra
HACEACHHIO YKpaiHU HAOaeThCd CIIEIIaAlCTaMU  MIKparOHHHX
MEeQUKO-TeHeTHYHUX KabiHeTiB/kKoHcyabTalii (MMIK), wmenuko-
FreHETUYHUX KOHCYAbTAIlil, IIEeHTPIB IAQHYBaHHS CiM 1 Ta pPENpPOayKILi
AFOJTUHU, 0OAACHUX MEAUKO-TeHeTUYHUX ITeHTpiB (CMI'L), iHcTHUTYTIB
AMH Ykpainu.

Menuko-reHeTH4YHa [OOIIOMOra HACEA€HHIO BKAIOYAE: 3aX0aU
III0I0 CBOEYACHOIO BUSBAEHHHA OCi0 3 ypPOMKEHOIO0 Ta CIaIKOBOIO
I1aTOAOTI€I0, y TOMY YHUCAL IIpEHATAABHOTO; IPOBEAEeHHS BepHudiKalli
FEHETUYHOI0 [iarHo3y 3 BHUKOPUCTAHHSAM Cy4YaCHHUX METOMIB
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JIarHOCTHUKU, AIKyBaHHS CIAAKOBOI IIaTOAOTI; MEINKO-T€HETHYIHE
KOHCYABTYBaHHsI 0ci0/ciMell 3 pPo3paxyHKOM T€HETHYHOI'O0 PHU3UKY
BUHUKHEHHS YPOIXKEHOi Ta CHaAKOBOI MaTOAOTil; ITPOodiAaKTUKY
VPOOKEHOI Ta CIIaAKOBOI IIATOAOTI; MpollaraHAy 3HaHb 13 IHUTaHb
MEANYHOI TeHETHUKU cepe/l AiKapiB pidHOro daxy Ta HaCEeA€HHH.

Y MeauKO-T€HETHYHi1 3aKAaau MalllEHTH 3BEPTaloThCd 3a
HallpaBA€EHHAM AiKapiB pidHoOro ddaxy, AiKapiB-T€HETUKIB, 3a
CaMO3BEPHEHHSAM, a TaKOX CKEPOBYIOTHCH CIIElliasicTaMu ITicad
BUSABACHHS IIAQTOAOTIi IPU BUKOPUCTAHHI CKPUHIHTOBUX IIPOrPaM.

2.2. Meguko-reHeTU4YHE KOHCYABTYBaHH4.

1. Menuko-reHeTHu4YHe KOHCYABTYBaHHA {K CIIEIlani30BaHUN
BU/I MEAUYHOI JOIIOMOTH HAAETHCS AIKAPEM-TEHETUKOM 1 IIOAITAE Y
BHU3HAYEHHI MIPOTHO3Y HAPOMXKEHHS AUTHHU 3 YPOAXKEHOI Ta
CITIaJIKOBOIO IIATOAOTIEI0 B CiM71, PO3PaxyHKY BipOTiTHOTO PHU3UKY
TIaTOAOTIi Ta HaJaHHs iHdopMallii 6aTbKamM OAS NPUHHSATTS PillIeHHSs
11010 HAPOMPKEHHI JUTHUHU.

2. Po3paxyHOK T€HETHYHOI'O PHU3UKY B POAVHI IIPOBOIUTHCI
IIiCAd BCTAQHOBAEHHSI/IiATBEP/KEHHS MOiarHO3y CIIAQIKOBOI YU
YPOIAKEHOI maTtoaorii. IIpr HEMOXKAWBOCTI BCTAHOBAECHHS TOYHOIO
[1arHO3y BUKOPHCTOBYIOTBCS PO3PaXyHKU 3araAbHOIIOIYAALIHHIX
PU3UKIB 3 1HQOPMYBaHHAM MAalli€HTIB IOAO0 iX BiTHOCHOIO
XapakTepy.

3. Ilpu mnpoBeAeHHI MEAUKO-TEHETHYHOTO KOHCYABTYBaHHS
AlKap-TEHETHUK [OOTPUMYEThCS IIpaBUA OIiOETHKH 1 JEOHTOAOTIL
BiamoBimHO 40 YMHHOTO 3aKOHOAABCTBA, iIHpopMallis PO CIIaIKOBUH
XapakTep 3axBOploBaHHA B ImpobaHmga YU B POAUHI €
KOoH(igeHIIiiHOI0 1 HamaeTbcsa o0cobi, dKa KOHCYAbTyBaaacb. Y
BUIIAIKYy BCTAHOBAEHHS HOCIMICTBA MyTAaHTHOI'O N'eHa YU CTPYKTYPHOL
r1epebyI0BH XpOMOCOM B OTHOTO 3 YAEHIB IOAPYKKSI iH(popMallis IIpo
BUSABACHHS 3MIHU B T'€HETHUYHOMY ariapaTi HaaeTbCd B ITHCHMOBIM
dopMi rmamieHTy (Hocito). MennyHUMM CIIelliasicTaMu 3a6e311eayeThbCst
IIpaBo Ialli€eHTa IoA0 HeobXimHocTi iH(popMyBaHHA iHIINX YAEHIB
POAVHU IIPO BUABAEHY IIATOAOTIIO.

Y BUIIaKy, KOAU IIPOOaH0M BUCTYIIAE AUTHHA abo AroanHa 3i
3HUKEHUM PO3YMOBHUM PO3BUTKOM, PE3YAbBTATU TI€HETUYHUX
JOCAI/I?KEHB Y BUTASI[Ii BUCHOBKY BUAAI0ThCd OaThbKam abo ocobam, sKi
iX 3aMiHSIOTH, 3TiAHO 3 YHHHHUM 3aKOHOJaBCTBOM.

4. Y 3B’93Ky 3 IOUIUPEHHSM IOIIOMIXKHHUX PENpPOayKTUBHUX
TEXHOAOTIH, [IAsI 3a1100iraHHA [IOMUAKAM y PO3paxyHKax NreHeTHYHOIo
PU3UKY IPU MOPOBEAEHHI MEIUKO-TEHETUYHOIO0 KOHCYABTYBaHHI,
AlKap-TEHETHUK OIIHPAEThCS Ha BiIOMOCTi HpOo 0ioAOTiYHUX OaTHKIB
OUTHUHU 3TIAHO 3 YUHHUM 3aKOHOJaBCTBOM.
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3aBnanua 2. Po3B’d3aHH4I CUTYaTHBHUX 331a4

XKiHkKa 1iz 4ac BariTHOCTI IIepexBopira Ha KOPOBY

KpacHyXy, HapoauAa TAYXOro CHMHa. Y Hel Ta y il 4oAOBiKa CAyX
HOpMaAbHUH, ¥ ponoBoi 060x 6aThKiB rayxoTa He BinmideHa. Bipyc
KOPOBOiI KpaCHyXU HE € MyTareHOM.

Busnaure:

A. mpupony TAyXOoTH AUTHUHU

B. iIMOBIpHICTH IOBTOPHOI'O HAPOAXKEHHS T'AyXOl AUTUHHU

B. HIMOBIPHICTE HAPOMAKEHHS F'AYXUX OHYKIB, AKIIO IX TAYXHN
CHH, CTaBIIIH JOPOCAUM, OAPYKUTHCHI 3 TAYXOHIMOIO XKIiHKOIO, Y 9KOi
6aThKU Ta ABi CECTPHU TAKOXK I'AYXOHIMIi (F€H FAYXOTH PElLleCUBHUM).

Y poanHi, e YOAOBIK JAaABTOHIK, a 3KiHKa FT€HOTHUIIOBO
Ta (PeHOTUIIOBO HOpMaabHAa, HAPOAHAACH MAIBUYMHKA 3 CHHIPOMOM
[MTepemeBcbKkoro-TepHepa. YIka HMOBIpPHICTH TOTO, II0 BOHAa Oyae
JTAALTOHIKOM ?

YoAOBIK 1 3KIHKa 3/I0POBi, a cecTpa KIHKHU XBopa Ha

deHIAKETOHYPitO.

BkaxiTh:

A. IMOBIpHICTb HAgBHOCTI y KiHKU reHa PeHIAKETOHYPii

B. IMOBipHICTE HAPOIKEHHS AUTUHU 3 PEHIAKETOHYPI€I0, SKIIIO
reH (peHIAKeTOHYpIi Ma€ AUIIIE KiHKa, a Y Y0AOBiIKa MOTO HEMAE

B. MenukKo-reHeTUu4Hi METOAU, 9Ki MOXKHAa BUKOPUCTATHU [AS
BUPILIEHHS IUTAHHA [IPO HAIBHICTh N'eHa (DEHIAKETOHYPIl ¥ AIOUHU

[IpobaHy cTpaskaae Ha HiUHy cairmorty. Moro msa

O6paTu Takoxk xBopi. [1o AiHii OaThKka mpobana XxBopux He 6yAo. Maru
rnpobanma xBopa. Cecrpa i ABa 6paTu marepi npobdanma 310posi. [To
AiHIT MaTepi Bigomo, 110 6abycss mpobaHaga XBopa, a i 340pOBHH;
cectpa 6abyci xBopa, a 6par 340poBUY; iIX MaTu Oyaa 340poBa, a
6aTpKoO, Mioro cectpa i 6pat XBopi; MaTH oCTaHHIX Oyaa 310poBa, a
barpko xXBopui#. [py:kuHa mnpobaHna, ii O6par, cecrpa i GaTbKuH
300pOBi. [I[poBeaiTh TeHETUYHUU aHaAl3 POAUHHU, CKAQIITh POAOBIA.

3’acyHre:

A. TUN ycmagKyBaHHSI HIYHOI CAIIIOTH

B. iMOBIpHICTh HAPOAXKEHHSI XBOPUX AITEH Y IIikl pOANHI

Jlo MeaUKO-T€HETUYHOI KOHCYABbTAIlll 3BEPHYAOCS
KiAbKa 3/I0POBUX YOAOBIKiB, SIKi MalOTh XBOPUX Ha (PEHIAKETOHYPIIO
ponudiB. BKaxiTh, AasT KOro 3 HUX IOTPIOHO BUKOHATHU 00CTEKEHHST 3
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METOI0 BUSIBAEHHHA MOXKAMBOCTI I€TE€PO3UTOTHOIO HOCIMiCTBa reHa
deHIAKETOHYPIi:
A. y 6aTpKa B AUTHUHCTBI Oy/ia aiarHocToBaHa (PeHIAKEeTOHYPis
B. y pigHOi cecTpu BUSIBAEHO (PEHIAKETOHYPIIO
B. Ha deHiAKeTOHYPiIO XBOpi€ AOYKa

Y gyoaoBiKa BUABAEHO 3aliBy X-XpoMocoMy. BKaxKiTh:

A. MEZUKO-TEHETHW4YHI METOAM, 3a MOOIIOMOIOI SKHX Ie
BCTAHOBAIOIOTH

B. IMOBipHICTh HAPOAKEHHS Bil HHOTO CHHIB 3[J0POBOIO 3KiHKOFO

YonoBiK 1 XKIHKa MalOTh HOPMaAbHUU (PeHOTHII,
OAHAK Vy KapiOTUIIl 4YOAOBIKA BHUABACHO TPAHCAOKAILID OMHIET
xpomocoMu 21 Ha xpomocoMy 15. BKaxiThb:
A. YoMy 1Ig TpPaHCAOKAllisd HE II03HadyuAach Ha (QEHOTHUII
YOAOBIKA
B. 4gKa € MakcumMasbHa (po3paxyHKOBa) MMOBIPHICTH
HapOMIKEHHS AUTHUHH 3 XBOPoboro [layHa y Iill poauHi

YoA0OBiIK, BHCOKHMU Ha 3pICT, 3 HOPMAaABHOIO

CTaTypoOIO0, ar€ arpeCUBHUU, Mae MOAOAY 300POBY KIHKY 1 CHUHa 3
cuaapomoM KaatiHdeabTepa. OOCTeKeHHS, IPOBEAECHE V¥ MEIUKO-
FeHETUYHIN KOHCYABTAllli, BUSBHUAO y IIbOTO YOAOBIKA 3MiHY KiABKOCT1
XPOMOCOM, dKa ¥ IPU3BeAa 0 HAPOAKEHHSI XBOPOTO CHHA. BKaxKiTh:

A. KapioTHUIl Y0AOBiKa

B. no gakoi rpyniu HaAeXXUTh Horo xBopoba

B. meToau eKcripec-miarHOCTUKH Ta OCTATOYHOI JIarHOCTUKU

. fimoBipHicTh cuHApoMy KaatiHdeabTepa y HACTyITHOI AUTUHHU

Jl. IMOBIPHICTh HAPOXKEHHS 3/I0POBOi JOYKHU Y LM POANHI

[Tlimx gac obcrexxeHHda 10-piuHoi AUTHHU OYAO
BUIBAEHO PO3YMOBY Bi[CTaAiCTh, IOPYyLIEHHsS OOMiHYy pE4YOBHH,
3aTPUMKY POCTY, 3aTPUMKYy (PI3MYHOrO PO3BUTKY, MHOXKHHHI
IPUPOAXKEH]I Baau PO3BUTKY. BKaxiTh:
A. cuMnToM, 110 BUKAUKAB ITiI03PYy Ha XPOMOCOMHY XBOPOOy
B. meTon 9KuM caif 3acToCyBaTH OAS OiarHOCTHUKH XBOPOOU

[IpupomkeHa rayxora Moxe OyTH SK HaCAIIKOM
BiZICyTHOCTi OTHOTO 3 TE€HiB, III0 OePyTh y4acTh V¥ PO3BUTKY OpraHy
CAyXy, TakK 1 HAaACAIAKOM mii HECHIPUATAUBUX UYHUHHUKIB, IO
IIPUTHIYYIOTE PO3BUTOK OpPraHy CAyXy B IIpolleci eMOpioreHeay.
BkaxiTs:
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A. Ha3By Apyroi opMHu OIPUPOAKEHOI TAYXOTH

B. Memuko-reHeTH4YHI METOAM, SKl1 CAil 3aCTOCyBaTH [OAsd
IpoBeNeHHd AUQEPEHIIiHHOI JiarHOCTUKU MiX MEPIIo0 i APYTroro
dopMaMu TAYyXOTH

[Ippobang — 3mopoBa XKiHKa, dKa HOPMAABHO
po3mizHae KOALOPH. [l cecTpa TakoxK Mac HOPMaAbHHM 3ip, OMHAK
ABO€E OpaTiB CTpakaaroTh Ha AaabTOHI3M. Matu ¢ 6aTbKo mpodaHma
3/I0POBi, YOTUPHU CECTPHU MaTepi IpobaH a 3J0POBi, YOAOBIKHY iX TeXK
3TOPOBI. Hpo ABOIOPiAHUX cCUOCIB 3 60Ky Marepi mpobaHaa BigioMo: B
onHi¥ ciM1 € XBopui 6par, a ABi cecTpH i ApyTHi 6par 3g0poBi. B
JABOX IHIITUX POANHAX € TI0 OJHOMY XBOPOMY CUHY i 110 OAHiH 310POBIii
[04Ili, y 4eTBePTiH poauHiI — oqHa 310poBa no4dkKka. babdycsa npobanaa
3 O0Ky MaTepi 3/10poBa, il CTpaXkaaB Ha JaAbTOHI3M. 3 60Ky 6aThKa
IpobaHia XBOPUX Ha MAABTOHI3M He BimMideHo. CKAQIITH POIOBIA
niei poauuu. BuzHaure:

A. TUI yCIaAKyBaHHS JAAbTOHI3ZMY
B. BHMOBipHICTEF HapOIKEHHdA y HpobdaHOa XBOPUX OiTeH, 3a
YMOBH, III0 BOHA BUM/E 3aMiXK 3a 3J0pOBOI0 40OAOBIKa

HoAOBIK, OO0 MaTH 1 YOTHUPHU OJOYKHU XBOPIIOTH HaA
JOMiHaAHTHY CIaIKOBY XBOpobOy. BaThrko 4yoaoBika, Apy>KHWHa i BCi
II’SITE€PO CUHIB 3I0POBi. ¥ dKili XpOMOCOMi 3HAXOAUTHCH BiAIIOBITHUMN
JIOMIHAHTHUM reH?

3pobuTH BUCHOBKH Ta 3allucaTH iX 40 30LIUTY.

IHumaHHs 0151 camonepesipKu.

[Tlo Take MEOAUKO-TEHETUYHE KOHCYABTYBaHHS ?

. 9Iki ocHOBHI eTanu npoBeneHHd MI'K?

. 9IKi mokazaHHs OAd HallpaBA€HHS HaiieHTiB Ha MI'K?

. XT0 1 ne nmpoBoauTh MI'K?

. YIKk BU3HAYUTH BIPOTIAHICTE IPOABY CIIaAKOBUX 3aXBOPIOBAHL?.
. JIKi meTony miarHOCTyBaHHS BUKOPHUCTOBYIOTH?

. Y1 MOKHa HOIEPENNUTH PO3BUTOK CIIaIKOBUX 3aXBOPIOBaHb?
. 9Ik ckaagaTu pomoBOoU?

00U A WN -



