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IosicHIOBAJILHA 3aNUCKA

MetoauyHi peKOMeHAAlii 0 MPaKTHYHUX 3aHATh Ta JI0AYAUTOPHOI MiATOTOBKH
CKJIaJIeHI BIAMOBIAHO 10 pobo4oi mporpamu Ta cuiaadycy HABYAIBHOI JAWCIHILTIHU
«Mennuna renetnka» obcsrom 1 kpemut ECTS (e wactmHOIO aucuuruning «BHyTpimrHs
MEIUITTHA) OCBITHBO-TIpO(eciiHOT nporpamu JepxaBHOTO 3aKiIamay
«[liBneHHOYKpalHCbKMII ~ HALIOHANBHUHA  megaroriyHuii  yHiBepcurer imeni K. ]l
VYIIUHCHKOTOY» 3 MArOTOBKH (PaxiBIIiB APYroro (MaricTepchbKOTo) piBHS BHIIOT OCBITH Taily3i
3HaHb 22 «OXOpOHA 30POB’s» 3a CHemianbHICTIO 222 «MeaumuHa» KBaridikaiii OCBITHBOT
«Marictp meauiuHmny, kBamidikaiii mpodeciitHoi «Jlikapy.

Mera HaBYAJbHOI JMCHUILIIHKU: (QOpPMYBaHHS 3HaHb Ta MPAKTUYHUX HABUYOK 3

€TI0JIOT1i, MaToreHe3y, KIIHIYHUX MPOSBIB, JIarHOCTUKH Ta MPO(LIAKTUKU CIaJAKOBOI ATOJIOTII.

OCHOBHMMHM 3aBJIAHHAMMY BHBYEHHS III/ICHI/IHJ'liH]/I «MeauyHa reHeTHKA» €:

— IlosicHIoBaTH €TIOJNIOTII0O XPOMOCOMHHMX, MOHOT€HHMX Ta MYJIbTH(QAKTOPIaIbHUX
XBOPOO.

— PosnizHaBatu 3arajbHl NpPOSIBU CHAAKOBOI IMATOJIOTIi, JIarHOCTYBAaTH MPHUPOIKEHI
MOpP(OreHeTUYH1 BapiaHTH, MPaBUIbHO BUKOPHUCTOBYBATH BIANOBIIHY TEPMIHOJIOTIIO
IIPH OMHUCI KJIIHIYHOT KApTUHU Ta GEHOTUITY XBOPOTO.

— Bigbupat 3 KOHTHUHTE€HTY XBOpPHX OCI0 Ui TPOBEACHHS IMTOI€HETUYHOTO,
crienianbHUX 010XIMIYHUX 1 MOJIEKYIISIPHO-TEHETUYHUX JTOCITIKEHbB.

— PoOutn momepenHiii BHUCHOBOK MIOJO TEHETUYHOTO PU3UKY TMPU HAHOLIBII
PO3MOBCIOPKEHNX MOHOTEHHHUX T4 XPOMOCOMHHUX 3aXBOPIOBAHHSIX.

— BusnauaTu rpynu niIBULIEHOTO PU3MKY IO PO3BUTKY CIAJKOBHX XBOPOO.

— IlpononyBatu mnpodimakTUUHI 3aX0AH, CIPSMOBaHI Ha 3amoOiraHHsS BUHUKHEHHIO
CMAJKOBUX 1 IPUPOIKEHUX 3aXBOPIOBAHb.

OuikyBaHi nporpaMHi pe3yJbTaTH HABYAHHS:

ITPH 1. 36upatu naHi npo ckapru naijieHTa, aHaMHe3 XBOPOOH, aHAMHE3 KHUTTSI.

[TPH 3. Bunainaru npoBiIHUNA KIIHIYHHA CUMIITOM a0o0 CHHAPOM. BcTaHOBIIOBAaTH HAHOUTBII
BipoTimHMIA a00 CUHAPOMHHUN [JiarHo3 3axBoproBaHHsA. Ilpu3Hauatu maGopatopHe Ta/abo

iHCTp}’MCHTaJ'IbHC 0o0CTeXEHH XBOpPOTIo.

IIPH 18. BusHauatu HeratuBHi ()aKTOpU HABKOJIMIIHBOIO CEPEJOBHIIA; aHAJI3yBaTH CTaH
3JI0pOB’sl MEBHOI'O KOHTMHI'€HTY; BU3HAYaTH HASBHICTb 3B’A3KYy MDK CTaHOM HaBKOJMIIHBOI'O
Cepe/IoBUINA Ta CTAHOM 3/10pOB’sl IEBHOTO KOHTHHICHTY; pO3p0o0aaATH NpoLIaKTHUHI 3aX01 Ha
MiICTaBl AAHUX MPO 3B’SI30K MDK CTAHOM HAaBKOJMIIHBOIO CEPEJOBHINA Ta CTAHOM 3J0POB’S
MIEBHOTO KOHTHUHTEHTY. 3/IMCHIOBAaTH aHalli3 3aXBOPIOBAHOCTI HACEJIEHHS, BHSBIISIOUM TPYNU
PU3UKY, TEpUTOpil PHU3HUKY, Yac PHU3UKY, (GakTOpu pusuKy. IIpoBOIUTH OLIHKY BIUIUBY

COLIIAJIbHO-€KOHOMIYHUX Ta OIOJNIOTIYHUX JEeTepMIHAaHT Ha 3J0pOB’S IHIUBIAyyMa, CiM’i,
TOTYJISIII.
ITPH 24. loTpuMyBaTUCsl BUMOT €THKH, O10€THKH Ta IEOHTOJIOTI] y CBOiH (haxoBiif JisUIBHOCTI.

OuikyBaHi pe3y/IbTaTH HABYAHHS JMCHUILTIHU: TTICII 3aKiHUEHHS] BUBUEHHS
IMCUUIUTIHT « MenyHa reHeTHKa» 37100yBad BUIIO1 OCBITH Ma€ 3HAMU.

- KiacuQikamio CrajKoBOi MaToJorii, YacTOTy MPHUPOJIKEHOI Ta CIAJKOBOI MATONOTIl y pi3Hi

Nepioiu OHTOreHe3y, e(heKTH TeHOMHOTO IMIPUHTHHTY,
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- iacuQikamio MyTalii, MyTareHHUX 1 TepaToreHHUX (aKTopiB,

- neranpHi edexktd Myrtanid (iXHE 3HAYCHHS B TEPUHATAIBHIN, PaHHIA TUTSYIA 1 JUTAYINA
CMEPTHOCTI, 3B 30K 3 O€3IUTiAsIM, CIOHTAaHHUM a00pTOM),

- MOpQOreHeTUYHI BapiaHTH Ta iX 3HAYCHHS B JIArHOCTHIII CMIAJKOBUX 1 MPUPOHKCHUX CTaHIB,

- eTioJIOTiI0, maToTeHe3, Knacu(ikallito IpUPOPKEHUX BaJl PO3BUTKY,

- TPUHIWUIN Ta €Tald TPOBEICHHS KIIHIKO-TEHEAIOTIYHOTO OOCTE)KEHHS, XapaKTEPUCTUKY
pPOIIOBOMIB 3 pI3HMMHU THIIAMH YCTAJIKyBaHHS (2yTOCOMHO-JOMIHAHTHOTO, ayTOCOCMHO-
PEIEeCHBHOTO, X-34€TUICHOTO, TOJIAHAPUIHOTO, MITOXOH IPIaIbHOTO),

- 3arajbHi CHMIOTOMH XPOMOCOMHHX XBOPOO Ta OCOOJMBOCTI KIIHIYHMX MPOSBIB OKPEMHUX
cuanpomiB: Jlayna, Ilaray, EnBapaca, «xorsuoro kpuky», llpamepa-Bimni, Amnxrensmana,
Tepnepa, Knaitndensrepa, nosmicomii X, mosicomii Y,

- MEIUKO-TEHETUYHE KOHCYJIBTYBAaHHS TP XPOMOCOMHHX 3aXBOPIOBAHHSX, MOXIIMBOCTI
MpEeHATaNbHOI JIarHOCTUKM XPOMOCOMHHMX XBOp0O, TIOKa3aHHS [0 IIUTOTEHETHYHOI Ta
MOJIEKYJISIPHO-IIUTOT€HETUIHOT JIIarHOCTUKH,

- 3arajbHI MWTaHHS €TIONOrili Ta NAaTOreHe3y MOHOTEHHUX 3aXBOPIOBaHb, 3arajbHy
XapaKTepUCTUKY MOHOTE€HHUX XBOPOO 3 PI3HUMM THUIAMHM YCHAJKyBAaHHS; KIIHIKY, '€HETHKY,
JIarHOCTUKY CUHJpoMy MapdaHna, axoHApOIUIasii, MyKOBICIUA03Y, BPOJKEHOIO TiMOTHPEO3Y,
(beHUIKeTOHYpii, aJApEeHOTEHITAIBHOTO CHUHAPOMY, CHHIpOMY (pariuibHol X-XpOMOCOMH,
M’s130B01 nuctpodii romena-bekepa,

- 3arajJibHy XapakTEePUCTUKY MITOXOHJPIAIbHOI TATOJIOTII, TPHUKIATA MITOXOHAPIATFHUX
xBopo06 (cunapom MERRF ta cunapom MELAS),

- 3arajbHY XapaKTepUCTHKY 1 Kiacudikaiito pepMeHTonaTii,

- 0a30Bi METOAM JOCIHIHKEHHS MPH M1I03p1 HA CMAIKOBI XBOPOOM OOMIHY peUYOBHH, TTOKA3aHHS
JI0 MOJICKYJISIPHO-T€HETHYHO1 Ta 010XiMiuHO1 AiarHOCcTUKH, MeTo [1JIP,

- TIOHATTS MPO CXUJIBHICTh, TPUKJIAIN T€HIB CXUIBHOCTI, TCHETUYHHUH TOJIMOPQI3M MOIYIIAIIIH,
MPUKIIATH MYIbTH(DAKTOPIaTEHUX XBOPOO 3 MOHOTEHHO 1 TIOJIIFEHHO 0OYMOBJICHOIO CXUITBHICTIO,
- TMPUHLOMANHA BimOOpY HO30JOTITYHUX (GOpM, MO0 MIAIATAIOTH MPOCIIOYIA  JOKIIHIYHIN
I1arHOCTHI],

- TIOKa3aHHA [0 TMPOBEICHHS MEIUKO-TeHeTUYHOro KoHCynbTyBanHs (MI'K), npunuunu
MIPEKOHIICTIIHHOT PO UIAKTUKH, OCHOBHI MPUHIIUIIH 1 METY MPEHATAILHOTO CKPUHIHTY,

- 3arajJibHi TPUHIUIIM JIKYBaHHS CHAJAKOBUX XBOpoO, peabimitamii i comiasbHOT amamTarlii
XBOpHX,

- geontosioriydi nutanusd MI'K, npenaTtanbHO1 11IarHOCTUKY Ta CKPUHYIOUHX ITPOTPaM.

ymimu:

- mpoBecTH Oecimy 3 MamieHTOM Ui 300py TeHEaJoTiYHOIo aHaMHe3y, IMoOyayBaTH Ta
MIpOaHaji3yBaT POJIOBi,

- npu (IBUKATBHOMY OOCTEKEHHI XBOPOTO BMITH BHSBHUTH MIKpOaHOMAIii PO3BUTKY
MPUTAMaHHI XPOMOCOMHHUM XBOPOOaM, BUSIBUTH CUMIITOMHU HAWOUTBII MOMIMPEHUX MOHOTEHHUX
XBOPOO,

- TpoaHaNi3yBaTH KapiOTUIU XBOPUX 3 HANOUIBII MOMIMPEHHUMH XPOMOCOMHHMMH XBOPOOamu,
BU3HAYUTHU THII XPOMOCOMHOI 200 T€HOMHOT MyTalIlii,

- BUSBUTH TOKa3aHHSI JI0 MOJEKYISIPHO-TEHETHYHOI, IMTOTEHETUYHOiI Ta OioXiMiuHOI
JIarHOCTUKHU CHaJKOBHUX XBOPOO,

- BUSBUTH MMOKA3aHHSA JIO MEUKO-TEHETUYHOTO KOHCYIbTYBAHHS.



IpakTuune 3anaTTss Nel
«KITACU®IKALIA I ETIOJNOI'TA CHAAKOBUX XBOPOBb»

Iii 3aHATTS:
3aranbHi 1[U11: BUBUKTH 3arajgbHy XapakTEpUCTHKY 1 KiacuQiKalio MyTaliH,
KJ1acu(iKaIiio CaJKoBUX XBOp0oO. BMITH BU3HAUUTH TUIT MYyTallii.

BuxoBHI 1IiJ11: BMITH MOSICHUTHA XBOPOMY MPUYUHY BUHUKHEHHSI CIaIKOBO1
XBOpOOHU

KonkpertHi mii:
3Hamu.:

—  3unamu knacugixayito ma 3a2anbHy XapaKmepucmuky cnaokosux xeopoo
—  Vegioomumu 3nauenns mymayiti ik emiono2iuno2o ¢pamopy cnaokoux xeopoo.
—  3namu xnacughixayiro Mmymayii 3a Xapakmepom 3MiHU 2eHOMUNY

—  3Hamu 3HAYeHHA COMAMUYHUX | 2eHEePATNUBHUX MYMAYIL.
—  3namu knacugixayiro mymaceHnux gaxmopis

- 6MIMu:
— Toscnumu emionozito cnadxkosoi xeopoou

JoaynuropHa caMoOCTiiiHA MiATOTOBKA

3MicT TEMHU

3BepHYTH yBary Ha Te, I[0 XBOPOOH JIFOJJUHU 3 TOUKH 30Py '€HETHKH MOYKHA
MOJIUTUTH HA JIB1 OCHOBHI TPYIIU:

1. HaGyTti xBopoOM — 1MOB’s3aHi 3 BIJIUBOM (DaKTOPIB HABKOJIUIITHHOTO
CepeloBUIlla — TpaBMH, IHQEKIl, XBOPOOM BiA il TOKCHUYHUX
pedoBuH. ['eHOTMN  BIUIMBaE Ha  Mepedir  3aXBOPIOBAHHA,
IHTEHCUBHICTh perapaTUBHUX MPOIIECIB.

2. CnaakoBi — XBOpOOH, siki 00YMOBJICHI My TaIlisIMU.

Cyuacna knacughikayia cnaokoeux xeopoo:
1. MoHnorenHi
2. XpOMOCOMHI
3. MynbrrdakropianbHi
4. OO0yMOBJI€HI COMAaTUYHUMH MYTAIISIMU (ITYXJIHHU)
5. I'eHeTHuHa HECYMICHICTh MATEPH 1 II0J1A



THITH MIHJIHBOCTI

—

HECITAJJKOBA

T'enni

\q—l

Monoresni
XBOpOOH

MyTamii

N

CIIAIKOBA

Kombinaragna minineicTs

N

3HaueliHA B MI‘K

XpomocoMHi T'enomHui
J
Y
XpomocoMHI
IBOPOOH

IMoairenwi xgopoon
(MyasTHaRTOpiAILHI)

Binomo kinpka knacudikariii myraiii (tabm. 1).

Tabnuys 1

Kaacudikauii myramii

Knacudikarii

MYyTaIin

Tunu myrarrii

A. 3aj1e;kH0 Big
NPUYKH, 110

CIPUYMHIIN MYTaLiI0

1. CioHTaHHi, 1110 BUHUKAOTH 0€3 BUIUMUX MPUYNH
2. IngykoBaHi1 MyTarlii, CHpUYMHEHI JI€I0 BIIOMOTO MyTareHHOTO

(hakTopa

B. CtocoBHO
MOKJIUBOCTI

yCIaAKyBaHHSA

1. ComaTtuuHi, 110 BiIOYyBaIOTHCS B COMAaTUYHUX KIIITHHAX

2. 'enepaTuBHi, 110 BiIOYBAaIOTHCS B CTATEBUX KIITHHAX

B. 3a xapakrepom

3MIHH F€HOTHITY

1. I'enHi MyTalii — 3MiHU T'€HIB
2. XpoMOoCOMHI MyTallii a00 XpoMOocoMHa abepariist — 3MiHa
CTPYKTYpPU XPOMOCOM

3. 'eHoMH1 MyTallii — 3MiHa KUIBKOCTI XpOMOCOM

I'. 3a penoTuniunnm

NPOsSIBOM

1. lomiHaHTHi a00 peLecuBHi

2. JleranbHi, HamiBIeTaNbHI, HEUTPATBLHUN, KOPUCHI1




TecTu 11 camonepeBipKU BUXiAHOIO PiBHSA 3HAHb-BMIHb

1. Ilicns  BIIMBY  KOJXINUHY B
MeradasHid  TUTACTUHIN  JIIOJAWHH
BHUSIBJICHO Ha 46 XpOMOCOM OuibIie
HOpMHU. SIKHii 11 THTT MyTaIii?

A. Tlonimoinis
B. Oymurikartist
C. Henerist

D. InuBepcis

E. Tpancnoxkariis

2. Ilpu BHUBYEHHI KapiOTHITy XJIOITYHKA
3 MHOXHHHHMH BaJlaMH PO3BUTKY
BUSIBIICHO TPU XpoMocomu 13- mapwu.
SAxuit  tan  Myrtanii  BigOyBcs B
HBOTO?

A. Tloninnoinis

B. Tpucomis

C. Hymicomist

D. Monocowmist

E. Xpomocomna aGepariist

3. VYmacmimok MOPYIICHHS
PO3XO/DKEHHST XpOMOCOM ITiJ dYac
MeHo3y B JIBUMHM  yTBOPUBCS
BTOPUHHUH OBOLIUT, KOTpUM Mae 22

ayTOCOMH. 3 SKUM CHUHIPOMOM
MOX€ HApPOJUTUCS TUTHHA, KO 15
KJIITUHA Oyne 3arIigHeHa

HOPMaJIBHUM CIIEPMATO30i7I0M, SIPO
SIKOTO MICTUTh 22 aBTOCOMH 1 OJHY
X-xpomocomy?

A. lllepemeBcbkoro-Tepuepa

B. ITatay

C. layna

D. EnBapaca

E. “Cynepxinkn”

4. VYHacniiok BILTUBY Y-
BHUIIPOMIHIOBAHHSI Ha IOCJIIOBHICTh
nykieotuais JIHK Brpaueno nBa
HyKJIeoTHaAu. Skuit Tunm myrtamii
BinOyBcs B nmaniro3i JJHK?

A. Jlymmikarrist
B. Jlenemist
C. IuBepcis
D. Tpancnokariist
E. Penmnikaris
5. Maru mix yac BariTHOCTI mpuiimana

CHHTETUYHI TOPMOHHU. B
HOBOHAPOKEHOT JIBUMHKH
criocrepiraiocs Ha/JIMIpHE

OBOJIOCIHHS, MIO0 MaJI0 30BHIIIHIO
MOAIOHICTh 70 aJAPEHOTEHITATLHOTO

cUHIpoMY. SIKy Ha3By OTpuUMaB
TaKui MPOSIB MIHIUBOCTI?

A. Myraris

B. ®enoxormist

C. PexomOinaris

D. TpuBana moaudikartis

E. Mopdo3
BUHHUKHEHHS JESIKHX 3aXBOPIOBAHBb
[10B’SI3aHO 3 TEHETHYHUMHA

YUHHHUKAMU. SIlka maToyoria Mae
CIMAJKOBY CXUIIbHICTD?
A. JlanbTOHI3M
B. ®enunkeronypis
C. lykpoBuii miabet
D. CeprioniogiOHOKITITUHHA

aHeMid
E. IonimakTiiisa
Kinni 23-X pokiB y KOMIUIEKCHOMY
JiKyBaHHI  Kcepodranmpmii  JTiKap
NPU3HAYMB PETUHOJIYy areTar, ale,
JII3HABIIHCH, 110 TaIfieHTKa
3HAXOAWTHCS HA  8§-My  THDKHI
BariTHOCTI, BIIMIHMB 3a3Ha4YEHMM
JIKapChKUI npenapar. Axnii
MO>KJTUBUI BILJIUB LILOTO
BiTaMiHHOTO  3aco0y  moOyauio
JIKaps MePerJITHYTH TPU3HAYeHHs?
A. YTepoToHIYHHI
B. Toxcuunui
C. Tepatorennuit
D. Kanueporenuuii
E. Myrarennuii
VY 50-x pokax y 3aximHii €Bporri Bif
MarepiB, SKi TpUAMaId B SIKOCTI
CHOJIMHOTO TaJIiIOMiJl, HApOIMIOCS
KUIbKa THCSY JIT€H 13 BIICYTHICTIO
a00 HEIOPO3BMHEHHWMH KIHIIIBKAMH,
MOPYILIEHHSM OymnoB cKeneTa,
IHITUMHU Bajamu. Slka mpuponda Iiiel
MaToJIOTii?
A. Tpucowmis
B. ®enokomis
C. Tpumnoinis
D. Monocomist
E. I'enna myraris



b=

10.

1.
12.

13

14.

15.
16.

17.

18.

19.

20

IIuTaHHA 111 CAMOKOHTPOJIIO

I1lo Take craakoBi xBopobu? Ix knacudixais.

o Take myrania? Knacugikaris MmyTartii.

o Take cioHTaHHI Ta iHIyKOBaHI MyTamii? Knacudikaris myrareHHUX (haKTOPIB.
Comarnyni 1 reHepatuBHI MyTamii. Mo3aiu3m sK pe3yiabTaT COMAaTHYHHX MYTalliil.
3HaYeHHS COMAaTUYHUX MYTAIliif B OHTOTE€HE31 JIIOJUHH.

[lo Take renHi mytaiii? Buau cTabuIbHUX T€HHUX MYTaIliid.

JuHamiuHl MyTalii — eKCIaHCli TPUHYKIEOTHAHUX MOBTOpIB. OcoOIMBOCTI XBOPOO
TEHHUX EKCIaHCIH.

®eHOTUIIYHUNA e(eKT TeHHUX MyTamid. ['eHeTMuHui 1 KIIHIYHUA [oJiMopdizM
MOHOTEHHHX 3aXBOPIOBaHb. YacToTa reHHUX MYyTaIlii.

[Ilo Take xpomocoMHi aOeparnii? deHoTUNIUHUN ePeKT XpOMOCOMHHUX abepamii —
30araHcoBaHi 1 He30amaHCOBaH1 MyTallil. 3Ha4eHHS XpOMOCOMHUX abeparliii B eBOJIOLIi.
Tunum xpomocomHoi aOeparii: aenerii, Ayrutikamii, iHBepcii, KUIbLIEBI XPOMOCOMH,
130XpOMOCOMHU, TPaHCIIOKAIlil, HIEHTPUUHE PO3JIUICHHS, TUIEHTPUIHI XPOMOCOMH.

Tunu TpaHCIOKAIlli: PENUIpPOKHI TpaHCIOKaIlli, TPaHCMO3MIli, POOEPTCOHIBCHKI
TpaHCIIOKaIlii.

[Ilo Take reHomMH1 MyTaIlii? Buau reHOMHUX MyTaIliii — MOJIIUIOIIT 1 TeTePOTUIOiii.
MoxnuBi MexaHi3Mu (GopMyBaHHA moJimioiniB. KiiHIYHE 3HAYEHHS TPUILIOIMIT:
MIXypOBHI 3aHOC, CHOHTaHHI a0OpTH, XPOMOCOMHI xBOopoOu. @DyHKIIOHAIbHA
HEO/IHO3HAYHICTh MaTEPUHCHKOIO 1 6aTbKIBCHKOTO T€HOMIB.

. [Ipuumau hopMyBaHHS T€TEPOIUIOININ, BUIU T€TEPOILIOIIIN.

[Ilo Take mo3aiu3m i xumepusm? MexaHi3mMu GopMyBaHHs MO3aiKiB 1 xumep. Meauune
3HAYEHHS TOHAJHOT0 MO3ailu3MYy.

o Take myrarenHi ¢pakropu? @i3uyHi, XiMI4H1 1 O10JIOTTYHI MyTareHH.

3axuCHI MEXaH13MH, 110 3HUKYIOTh YaCTOTY MYTalliil y JTIOAUHU. 3HAYESHHS IPUPOJIHOTO
BiIOOPY Ha paHHIX eTanax eMOpiOHATBHOTO PO3BUTKY.

[Ipuknanu sBUII, SKI HE YKIQJalOThCSl B KOHLEMI[II0 MEHJETIBCHKOTO CHAaJKyBaHHS y
JIIO/IMHHU.

I'enomuumii iMnpunTuHT. MetunyBanns JJHK — monexkynsipHuil MexaHi3M T'€HOMHOTO
IMOPUHTUHTY. XBOPOOU T€HOMHOTO IMITPUHTHUHTY.

[HakTUBaIis X-XpOMOCOMH SIK MeXaHI3M KOMIeHcallii 1o3u reHiB. KiiHiuHe 3HaueHHs
iHaKTHBaLil X-XpOMOCOMH.

.lllo Take yHImapeHTHa IUILIOINiA, AUCOMIs, 30AucOMisi. MenuyHe 3HAYEHHS LHOTO

(dbeHomeHa.



IMPAKTUYHI 3AB/IAHHA

3aBganns 1: O0epiTh 0HY NPABUJIBHY BiANIOBiAb.

1. Menguuna reHeTHUKA BUBYAE:

A. KiiHiyHiI 0COOIHMBOCTI CIIQAKOBUX
XBOPOO
B. Ertionoriro, marorese3 CcHagKOBHUX

XBOPOO 1 XBOPOO 13 CIIAIKOBOO CXHIIBHICTIO

C. llnsaxu mnpo@iTakTUKKA CHaTIKOBUX
XBOPOO

D. Ponp cnankoBux (paxktopiB y nmatosorii
JIOMHU

2. Y aboproBaHoro emOpioHa KapioTHuIl
69, XXY. fxa e myrarrist?

A. Tpumnoinist

B. Tpucowmist

C. Terpamnoimis

D. dynnikarist

E. Jenemis
3. YV BaritHOi KIHKA  IPOBEIEHO
IaneHToneHTe3. llpu UUTOreHeTMYHOMY

JOCIIPKEHH]1 TKaHWHM INIAICHTH BH3HAUYEHO
kapiotutn 45, X0. fka e myraris?

A. Hynmecowmis.

B. Tpucowmis.

C. Monocowmis

D. Oymikarist

E. Jenemis

4. YV )XIHKM B aHaMHe31 JBa caMmoabopTH B
panHboMy TepMmiHi. [lpu kapioTumyBaHHI Yy
KIHKHA 3aMiICTh JIBOX XpoMocoM 13 3HaiijneHa
OJIHA JIOBra XpOMOCOMa, sKa 00’ €aHye
FEHETUYHUN MaTepiall ABOX XpomocoM. SIka
e Myrariisi?

A. lyrunikarist

B. PobGepTcoHiBChbKa TpaHCIOKAITis

C. PenunpokHa TpaHCIOKaIlis

D. InaBepcis

E. Jlunentpruna xpomocoma

5. Ilpu mocmimkeHHI KapiOTHIy HOBOHa-
POKEHOTO 3 MICALICTIONIOHUM  OOIHYYSIM,
cnenuQpiuHUM IJJaueM BHUSBIIEHA JeTellis
KOpOTKOro 1wieda S5 xpomocomu. lle
MyTaiis?

A. T'enHa myTanis — 3aMiHa HYKJI€OTHIY
Ha KOMIUIEMEHTapHUN

B. XpomocomHa wMyrtamis — BTparta
TUTSTHKA XPOMOCOMH

C. XpomocomMHa MyTaliss — TMOBOPOT
TITHKA XpoMocomu Ha 180°

D. I'eHoMHa MyTauis — B JUILIOITHOMY

6. Yy MEIUKO-T€HETUYHUN LEHTP
3BepHyNacs KiHKa, B aHaMHe3i sikoi Oyio 3
crioHTaHHUX aboptu. I[Ipm KapioTuiryBaHHI
BUSIBJICHO iHBepciio 9 xpomocomu. flka 1e
MyTaris?

A. TTogBo€HHS TITSTHKU XPOMOCOMHU

B. Brpara auissHKE XpOMOCOMU

C. IloBopor ainsgHkH XxpoMocoMu Ha 180°

D. IlepeneceHHst TUISIHKM XPOMOCOMH Ha
HErOMOJIOTTYHY

E. IlepeHeceHHs AUISIHKM XPOMOCOMH B
1HIIIE MICLIE III€T %K XPOMOCOMU

7. vy MeIUKO-TeHEeTHIHUH LIEHTP
3BepHyJacs cimM’s. B anamuesi y xiHku Oyio
8 CIIOHTaHHUX  a0opTiB. deHoTUnH
NOAPYXAOKST HOpPMalipHI. fIka XpoMOCOMHa

abeparis Moke OyTH HaAWBIPOTIAHILION
MIPUYMHOIO TaKOi MaTOJIOT1i?

A. [lenemis

B. IuBepcis

C. Hymmikarrist

D. PoGepTcoHiBChKa TPaHCIOKAITis
E. [30xpomocoma

8. Y IuTHMHM 3 BpPODKEHUMHU BaJaMH
PO3BUTKY JlarHOCTOBaHa TpucoMisi 1o 18
xpoMocowmi. Ska e myrairis?

A. I'eHoMHa MyTaIlis — BIZICYTHICTh MapH
XpOMOCOM

B. XpomocomnHa wMyTalis — BTpara
JTUISTHKA XPOMOCOMH

C. XpoMocoMHa MyTalisi — TOBOPOT
TUISTHKA XpoMocoMu Ha 180°

D. I'enomHa myranis — B JAUIJIOITHOMY
HabOpi XpOMOCOM € OJTHA 3aliBa XpOMOCOMa

E. T'enomna wMyraiis — BIACYTHICTb

OJIHI€T XPOMOCOMH B JTUTUIOITHOMY HabOpi

9. B uuroreHernuHii  maboparopii
JOCTIJDKYIOTh metadazHy IUTACTUHKY
JIOMHU. BUSBIEHHS SIKOTO TUIY XpOMOCOM
MOYK€ CBITUUTH MPO MATOJIOTiI0?

A. MetaueHTpuyHuX

B. CyOmeTaneHTpuaHuX

C. AKpOLIEHTpUYHUX

D. TenoueHtpuyHux

E. CynyrHukoBHX



HabOPi XPOMOCOM € 0JIHA 3aifBa XpOMOCOMa

10. TIpukiagoM MOHOCOMIi Yy JIOAMHU €
CHHJIPOM:

A. [layna

B. Ilaray

C. Ensapaca

D. Knaitadensrepa

E. llepemeBcbkoro — TepHepa

11. Jesxi myramii y JIOAWHU MOXYTh

Oyt 30a1aHCOBAHUMU (6e3  3miHHM
deHoTury), aje BOHHM € TPUIHHOIO
Oe3IUITHOCTI 'y HOCIiB Takoi MyTarii.

BxkaxiTh mpuKiIaay Takux MyTailii.
A. Hdenemii
B. dymmikarrii
C. Tpucowmii
D. IuBepcii
E. Monocowmii

12. 'V aboproBaHoro emMOpioHa KapioTHII
47, XX, + 21. Sxa ne myrauis?

A. TMomimnoinis

B. dymmikarrist

C. Jlenemist

D. Tpucowmis

E. Monocomis

13. HaifiHTeHCHBHIIIE JeTANBHUN e]eKT
MyTalliii BUSBISIETRCS Ha paHHIX eTanax
eMOpIOHAILHOTO PO3BUTKY. SIKWH BIICOTOK
eMOpIOHIB THHE B TEPIIOMY KPUTHUYHOMY
nepioai (dacto 10 IMIUIaHTaIlii), ToOTO 0O
KJIIHIYHO 3ape€eCTPOBAHOI BariTHOCTI?

A 1%

B.5%

C.15%

D. 60 %

E. 84 %

14. Bkaxitb, AKi MyTaIlii € JeTaJbHUMU B
100 % Bunmaakis?

A. MonocoMis o X-XpomMocoMmi

B. Tpucomis 3a craTeBUMH XpOMOCOMaMHU

C. Tetpacomis 3a CTaTEeBUMHU
XpOMOCOMaMH

D. Tpucowmis 3a ayrocoMmamu

E. MonocoMmis 3a ayrocoMaMu

15. Jenemis oxuiei 1 Tiel X JAUISHKH
JnoBroro Iwieda 15 xpomocomm  MoOxe
BUKJIMKATH y JIIOUHU Ba pi3Hi
3aXBOPIOBAaHHS (SKILO YCIIAIKOBYETHCS BiX
MaTepi — CHHApPOM AHrenbMaHa, Bij O0aThka
— cunjapom Ilpagepa — Bimmi). e cBiquuTh
PO pi3HY aKTHBHICTh TEHIB, yCHaJKOBaHUX
Bin Oatbka 1 Marepi. Sk Ha3UBa€eTHCS
TeHETUYHUH (PEHOMEH, 1m0 OOyMOBIIOE Iie
saBute?

A. Myrarnis

B. 'eHOMHU# IMOPUHTUHT

C. I'enoxomis

D. Momudikaris

E. ®enoxomnis

16. YV niteparypi ONHCAaHO BHITAJIOK
yCNaJKyBaHHS MYKOBICIII03Y (ayTOCOMHO-

pelecuBHa MAaroyioris) B MaTepi  —
reTepO3UroTHOI  HOCIMKM TreHa (0aTbko
3710pOBHIA 1 TOMO3UTOTHHH). SIxuit

TeHETHYHUH (PEHOMEH MOXE IMOSICHUTH TaKe
SIBUIIE?

A. YHinapeHTHa AUTUIOITis

B. YHinapenTHa i301ucomist

C. YHinapeHTHa JUCOMist

D. TI'oHagauii Mo3ailnu3m

E. 'eHoMHU#i IMIIPUHTHHT

17. 'Y xBoporo 3  CHUMIOTOMaMH
repMadpoUTU3MY TI1arHOCTOBAHO KapiOTHII
46,XX/46,XY. Bxkaxith HaWUBIpOTIIHIIINN
reHEeTUYHUN (PEHOMEH, KU MOKE MOSCHUTH
MOSIBY TAKOTO CKJIATHOTO KapioTuiy?

A. YHinapeHTHa gicomist

B. I'omaguuii Mmo3ainusm

C. 'onaguuii Mo3ainu3M

D. Ximepizm

E. 'eHoMHUIi IMIIPUHTHHT

18. deHOMEH aHTHOMODALIl MOJArac B

HapOCTaHHI TSDKKOCTI CHUMIITOMIB
3aXBOpIOBaHHsA 1/ab0 B OUIbII  paHHIN
MaHiecTalii B HaCTyNHUX MOKOMHHAX. Llei
(eHOMEH  XapakTepu3ye  3aXBOPIOBAHHS,
00yMOBIIEHI:

A. Excnanciero TPUHYKJICOTHTHUX
HIOBTOPIB

B. MyTtanisMu reHiB MITOXOHAPIiH
C. 'eHOMHUM IMOPUHTHHIOM

D. MikponenenisimMu

E. 'onagaum mMo3ainu3zmMom



3aBnanua 2. ['eHOMHHMI IMIOPUHTUHT W IHAKTHBAIs X-XpOMOCOMHU (YTBOPEHHS TiICIb

bappa) — e mnpukiamyd emreHeTHYHOTO MEXaHI3MYy KOHTPOJIIO ekcmpecii reHiB. ki 3
HaBE/ICHUX HIDKYE TBEp/KEHb (Bif 1 10 7) XapakTtepus3yroTh: (A) TeHOMHUH IMIPUHTHUHT, (B)
iHakTuBaIio X-xpomocomu, (C) obuasa nporecu, (D) xo1eH 3 IIUX MPOIIECIB.

1. Y HOpMI mportiec BiIOYBA€ThCS TUTBKM B COMAaTUYHHUX KITITUHAX JKIHOK

. Y HOpMI miporiec BiOYBa€eThCS TUTBKM B COMAaTUYHHUX KIIITHHAX YOJIOBIKIB

. [Ipomtec BinOyBaeThCs MpU criepMaToreHesi abo oBoreHesi

. BumagkoBo iHakTUBY€ TeHn O6aTbka abo Martepi

. [Ipu3BoANTH 1O HEBUIIAAKOBOI IHAKTHUBAIIIl CTPOTO BU3HAUYEHUX I'eHIB 0aThka abo mMartepi
. Busnauae edext 6aTbKIBCHKOTO MOXO/KEHHS B €KCIpecii IesKUX I'eHIB

NN N kW N

. [Ipu3BoAUTH 10 MO3AIIM3MY B €KCHpecii AESIKUX I'eHIiB

3aBgannsa 3. Po3B’s13aTu cutyaiiiiti 3aja4i. BusHauutu tTunm myrtaiii.
1. V knitmnax em6piona momuau 69 xpomocoM. SIka 1e myranisg? Sk Morja yTBOpHTHCS
KJIITUHA 3 TAKUM HabOpOM XpOMOCOM?
2. Y KiHKH, fKa Tpalioe Ha IiANPUEMCTBI XIMiYHOI NMPOMHMCIIOBOCTI, CTamacs TIeHHa
MyTaIlisl B KIITHHAX MEeYiHKH. K Ha3MBaeThCcs Taka MmyTarisi? Yu Oyne BoHa mepenaaHa
Hamagkam? SIke i MequyHe 3HaYeHHA?

3. B reHi 3 HOPMaJIbHOO IIOCJIIJOBHICTIO HYKJICOTHIIB
ATI-UI'I-TTI-I'TL,
MICIIS MyTartii IMOCJIITOBHICTH HYKJICOTH/IIB craja: ATT-UI'TI-TI'TL.

Ax HasuwBaeTbcs Taka wmytamig? ki 1i mMoxiuBi Hacmiaku? IlpuBecTn mnpuxiamu
3aXBOPIOBaHb, SIKI MOXKYTb OYTH HACIIJIKOM TaKOTO THITy MYyTaIlis.

4. Yinka B nmepioj BarirHOCTi npuiiMana Tamigzomin (Jikapckkuii mpenapat). B pesynbrari
HapoJWJacs TUTHUHA 3 BaJaMy KIHIIBOK. Jlo SIKOTO THMY MIHJIMBOCTI MOXYTh OyTH
BiJIHECEHI 111 MOpOKu?

OCHOBHA JIITEPATYPA:

1. Menuuna reneruka: [ligpyunuk st By3iB / B. M. 3anoposxkan, 1O. 1. baxopa, A. B.
[lIeBenenkoBa, M. M. YecHokoBa. Oneca: Onec. epx. Men. Yu-t, 2005. C. 51-72.

2. Meauuna reneruka: [linpyunuk / 3a pen. uin.-kop. AMH VYkpainu, npod. O. f. ['peuaninoi,
npod. P. B. boratupsoBoi, mpod. O. I1. Bonocosus. Kuis: Meaununa, 2007. 536 c.

3. Kiununyeckas renetuka. YueOHOe mocodue kK nmpaktudeckum 3ausatusM / baxopa 1O. U.,
[leenenkona A. B., Kusan 3. H. u ap. Oneca: Ogec. roc. mea. yH-T, 2001. C. 36-50.

JlomaTkoBa:

1. boukoB H. II, ITy3eipeB B. II., Cmupnuxuna C. A. Knuauueckas resHeruka. - 4-e usg.,
nepepabd. u gon. M.: I'DOTAP-ME/], 2011. —592c.

2. Meaununckas renetuka: YueOnuk / Kon. ABT.; mon pea. wi.-kop. AMH Ykpaunsl, npod.

E.fl.I'pevanunoii, mnpod. P.B.borareipeBoii, mnpod. A.Il.Bomocosa. — K.: BCU
«Menmumuaay, 2010. - 552 c.
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IIpakTuyne 3aHATTH Ne 2
«KVITHIKO-T'EHEAJIOTTYHUHU METO/I»

Iii 3aHATTS:
3arabHi IiJTi: BABYUTH MPUHIMIY TOOYIOBH Ta aHATI3y POJOBOIIB.
BuxoBHI 1i1i: BMITH TIOSICHATH OaThbKaM BIpOT1IHICTH CIAAKOBOI MATOJIOTIT y HAIIA IKIB.
Konkperni mini:

SHamu.
— HNpuHyunu ma emanu npoeedeim}z KIIHIKO-2eHean02iuH020 06cm€9fC€HHﬂ,'

—  Xapaxkmepucmuky po0o8o0i6 3 PI3HUMU MUNAMU YCNAOKYBAHHS (AYMOCOMHO-
OOMIHAHMHO20, AYMOCOCMHO-PEeYecU8Ho20, X-34enieHo20, MimoxoHOpiaibHO20);

EMIMU.

— mposecmu becidy 3 nayicHmom 0isi 300py 2eHeanociuHo20 anamHesy, nobyoysamu ma
npoaHanizysamu pooosio, NOACHUMU emiolocilo CNaoKo8oi X60poou;

—  BUABUMU NOKA3AHHS 00 MONEKVIAPHO-2EHEMUYHOI, YUMo2eHemudHoi ma 0ioxXimiuHol
0IA2HOCMUKU CNAOKOBUX X80POO,

—  8UABUMU NOKA3AHHA 00 MEOUKO-2eHEMUUHO20 KOHCYIbIY8AHHSL

—  po3paxysamu 2eHemuyHUL pU3UK Npu HAUOLIbW NOUUPEHUX CNAOKOBUX X80POOAX.

JoaynuropHa caMoOCTiiiHA MiATOTOBKA
3MmicT Temu

I'eneanoriunmii MCTOA CKIIAOA€THCA 3 HACTYITHHUX eTaIlliB:

1. 36ip reneanoriynoi iHdopMallii (reHeaIoriYyHOTO aHAMHE3Y).
2. IToGynoBa poaoBOY.

3. AHali3 poJoBOIY.

4. Po3paxyHOK T€HETHYHOTO PU3HKY.

Ilpu 360pi 2eneanoziunozo anamue3sy CIiJi BINMOBICTH HA TaKi TUTAHHS:

. SIkot0 32 paxyHKOM AUTHUHOIO OYB poOaHa y ciM’i?
. CkibKu BChOTO OyJI0 BarirTHOCTe! y matepi npodanja?
. UuM 3akiHumiaca nepiia BaritHicts? [pyra ta iH.?
. Ha mo xBopinu cubeu?
. IIpuunnu 1 Bik cMepTi cubciB?
. Y SIKOMy TepMiHi 13 AKO1 IPUYMHHU NepEPUBAINCS BariTHOCTI?
[TuTanHs npo ciM’1o Martepi:
. SIko0 3a paxyHKOM JUTHHOIO B ciM’1 Oyna maTu?
. Uu e y cecrep 1 6patiB marepi aitu?
. KinbkicTp gitel y nopsaky HapoJUKEeHHs, CTaH iX 370pOB’s.
. [IpyumHY 1 BIK CMEPT1 pOJUUIB MaTepi.
Ty x iHpopMamito HeoOXinHO 3’sicyBaTH Mpo 06abycio 3 OOKy Marepi, Jiaycs, IXHIX
poauuiB. Ilicns mporo mepexoaars A0 300py aHajoriyHoi iHpopMarlii npo 6arbka i BCiX HOTO
pOIUYIB.

AN N B~ W —

AW N =
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Ilpu nodyooei po0o6ody 3BepHyTH yBary Ha BCl, 30KpeMa piIKICHI CHUMBOJIU:

O 3J0pOBa KiHKa
- . MOHO3HIOTHI OJIM3HIOKH
I:] 340POBHI HONOBIK

oo & [ woven
O:':l KPOBHOCHOPLAHEHHI LU0
O;I:El DesnmiagHuI uLod

MOBTOPHHIT HLTIO0

. Desnmigna,
CTaTh HeBigoMa GesnmimHuii

abopT MenuuHHit
o m -

WiHKa-reTe PO3HIOTa 34 pe-

ORANITIOBHIT 3B 30K @ LIECHBHHM 34ETLICHHM
- O3AIIITIO AR’
3 X-XpPOMOCOMOK) FeHOM

- HOJIOBIK Ta WKiHKA reTepo3m-
cHbcu
.] D roTH 3a aBTOCOMHO-pelle-
CHBEHHM I'€HOM

BHEMICHbL

Ilpu ananizi poooeooy:
nepiie MUTaHHS — Y4 Ma€ 03HaKa CIAaJIKOBY MPUPOY?
Ipyre TIMTAaHHA — € 3axXBOPIOBAaHHSA pe3yJlbTaToOM HOBOi MyTallii abo

YCIaIKOBY€EThCS? SIKMiA THTT yCIaIKyBaHHS 3aXBOPIOBAHHS B JIAHIM pOJIHHI?
ITpu anami3i poIOBOJIIB HEOOXITHO BUKIIOUUTH HECIPaBXHE 0AaTHKIBCTBO,
mamMm’siTaTd TPO TEHETUYHY TeTePOTCHHICTh CITAJKOBUX XBOPOO Ta ICHYBaHHS

¢dbeHokoImii (HecmagKkoBUX XBOPOO, sIKi 32 CBOEK CHUMIITOMATHKOIO HAaraayoTh
CIIaJIKOBI).

Po3paxynok zenemuunozo puzuxy.

3HaO4YM THUN YCHAJAKyBaHHS, BH3HAYAIOTh TEHOTUIM WIEHIB ciM’1 Ta
MPOBOJATh PO3PAXyHOK BEJIWYMHU TE€HETUYHOTO PU3UKY HAPOIKEHHS XBOPOI
JTUTUHYU B KOHCYJbTOBaHUX. [IpuKian BU3HAaYeHHS TEHOTUITY WICHIB CIM i

AA——  aa AA aa AA—T—AA
ENONN HEN _ 11O
1 2 3 4 5 6
| [ | | | | [ |
Aa Aa Aa Aa Aa Aa Aa AA AA AA
O O [[HO O O LHO [ [
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AA AA aa aa AA AA AA AA AA AA
abo abo abo abo abo abo abo abo
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Ha mingcraBi aHainizy poJoBOAYy MOKHA BU3HAYUTH KOJIO OCI0, 10 HajeXaTh
0 TPYNU PHU3HKY 1 NOTPEOYIOTh MEIUKO-TEHETHMYHOI'O KOHCYNbTyBaHHs. Lle
J03BOJISIE CIUIAHYBAaTH KOMIUIEKC MPOQUIAKTUYHUX 3aXOJIB JJisl 3amoOiraHHs

MMOBTOPHUM BHUIMaJKaM XBOPOOU B POJIUHI.

3aBaaHHsA I caMoNepeBipKU BUXi/IHOTO PiBHS 3HAHb-BMIiHb

1. Cubcu — 1ie:

A. barbku nipo0ana

B. [itu npobanga

C. bpatu 1 cectpu npobanya

D. Poauui npo6anna, ocobucto o0cTexeH1
JKapeM-T€HETUKOM

2. baTbku XBOpO1 JTUTHHHU 370POBI, ajie
aHAJIOTTYH1 3aXBOPIOBAHHS 3yCTPIYaIOThCA Y
cuOciB XBOpOro (He3asiexHo Bif crari). Lle
HaNUOUIBII XapaKTEpHO NSl TAKOTO TUITY
yCIIaIKyBaHHS:

A. ABTOCOMHO-IOMIHAHTHOTO

B. ABTOCOMHO-pELIECUBHOTO

C. PertecuBHOT0, 3UEIIJIEHOTO 3
X-XpOMOCOMOIO

D. JIoMiHaHTHOTO, 34ETUICHOTO 3
X-XpOMOCOMOIO

E. MitoxonapiaasHOTO

3. JInst pooBOIy 3 ayTOCOMHO-AOMIHAHTHUM
TUTIOM yCHIaIKyBaHHSI XapaKTEPHO:

A. O3HaKa yCIaJIKOBYEThCS «3a BEPTHUKAJI-
JIIO»: y XBOPOT JAUTUHH, K MTPABHIIO, XBOPUH
OJIUH 13 0aTBHKIB

B. XBopitoTh JKIHKH 1 YOJIOBIKA OJTHAKOBO
9acTo, PU3UK HAPOKEHHS XBOPOI IUTHHH Y
TeTEPO3UTOTHUX 0aThKIB — 25 %

C. Bix xBoporo 06aTbka 03HaKy YCIIaIKOBY-
101h 100 % 040K 1 HIKOJIH — CHHHU

D. XBopitoTh MepeBaKHO YOJOBIKHU; SKIIIO
MaTu rerepo3urotHa, To 50 % CUHIB MOXYTh
OyTH XBOPUMH

E. XBopitoTh IEpeBaKHO YOJIOBIKH, BiJT
XBOPOT0 0aThKa XBOPOOY YCIaIKOBYIOTh
100 % cunis

4. J1ns1 poioBOy 3 ayTOCOMHO-PELIECUBHUM
TUIIOM YCIaJIKyBaHHSI XapaKTE€pHO:

A. O3Haka ycraJKoBY€ETbCS «3a BEPTHKAII-
JIO»: Y XBOPOi JUTHHH, SIK IPABUIIO, XBOPUM
OJIUH 13 OaTHKIB

B. XBopitoTb KIHKH 1 YOJIOBIKH OJTHAKOBO
4acTo, pU3MK HApOXKEHHS XBOPOi AUTUHU Y
TeTepO3UTOTHUX 0aThKIB — 25 %

C. Bixg xBoporo 0aTbKa 03HaKy yClaJIKOBY-
o1k 100 % 040K 1 HIKOJIU — CUHH

D. XBopitoTh nepeBakHO YOJIOBIKH; SIKIIIO
MaTH rerepo3urotHa, To 50 % CUHIB MOXKYTh
OyTH XBOpUMH

E. XBopitoTh nepeBaxxHO YOJOBIKH, Bij
XBOPOTO 6aThKa XBOpoOy yCHaJAKOBYIOTh
100 % cunis

5. Ilpu ssikoMy THIII yCITaIKyBaHHS XBOPIIOTh
MEePEBAYKHO YOJIOBIKU?

A. ABTOCOMHO-ZIOMIHAHTHOMY

B. ABTOCOMHO-pELIECUBHOMY

C. PeniecuBHOMY, 34EIIJICHOMY 3
X-XpOMOCOMOIO

D. JloMiHaHTHOMY, 34YEIUICHOMY 3
X-XpOMOCOMOIO

E. MitoxonapiaisHOMY

6. [Ipu sxoMy TuIli ycriagKyBaHHS XBOPIIOTh
yacTile K1HKHu?

A. ABTOCOMHO-/IOMIHAHTHOMY

B. ABTOCOMHO-pELIeCHBHOMY

C. PertecuBHOMY, 34€ILIICHOMY 3
X-XpOMOCOMOKO

D. JloMmiHaHTHOMY, 34EIJICHOMY 3
X-XpOMOCOMOKO

E. MitoxoHnapiaabHOMY

IIuTaHHA 10 CAMOKOHTPOJII0

NGO~ WNE

o o3HayarOTh TEPMIHU T€HEANOTisl, MpobdaH, cuocu?

3HaueHHS KIIHIKO-T€HEalIOTTYHOTO METO/Y.

Oco65mBOCTI 300py reHeanoriyHOro aHaMHe3y.

I'eneanoriyna cumBodika. [IpaBuina rpadiguHoro 300paxeHHs poaoBOLY.
XapakTepHi 03HaKH POJIOBOAY IPH aBTOCOMHO-OMIHAHTHOMY YCIIAJIKyBaHHI.
XapakTepHi 03HaKH pOJIOBOAY IPU aBTOCOMHO- PELIECUBHOMY YCIaIKyBaHHI.
XapakTepHi 03HaKH POJIOBOAY MPH 34EIUIEHOMY 31 CTATTIO YCIIaKyBaHHI.
Oco6MBOCTI POOBOLY IPU MITOXOHAPIAIbHOMY YCIIaIKyBaHHI.
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INPAKTUYHI 3AB/IAHHA

3aBganns 1: O0epiTh 0aHY NPABUJIBHY BiANIOBiAb.

1. TIadopmamis Tpo  MOXOKECHHS
MOJIPYKKS 1 IXHIX OaThKIB 3 0JTHOTO a00
OJM3bKO PO3TALIOBAHUX IYHKTIB MOXE
CBITYMTH MPO TAKUI TUI YCIIaJKyBaHHS
XBOPOOH:

A. ABTOCOMHO-JOMIHAHTHHUH

B. ABTOCOMHO-pEIIECUBHUN

C. PenecuBHHMiA, 3UETIIICHHH 3
X-XpOMOCOMOIO

D. JloMiHaHTHUH, 34ETUICHUN 3
X-XpOMOCOMOIO

E. MitoxonapianbHHi

3. Ha pucyHKy mo1ano poJioBia ciM’i,
YaCTHHA WICHIB SIKO1 CTPaXKJAl0Th Ha
aTpodiro 30poBoro Hepsa Tuiy Jledepa.
J7ig IKOTO TUMY yCTaaKyBaHHS
HaWOLTBIIT XapaKTEPHUHN TaKUM
ponoBin?

! | Sull

3

1
nC Cr—i‘ | amil
2 3 4 5 3

A. ABTOCOMHO-IOMIHAHTHOTO

B. ABTOCOMHO-pE1IECUBHOTO

C. PenecmBHOTO, 3YEIJICHOTO 3
X-XpOMOCOMOIO

D. [lomiHaHTHOTO,
X-XpOMOCOMOIO

E. MiToxoHapiaasHOTO

34YCIIJIICHOTI'O 3

2. SIkmio mepiia AUTUHA y 3J0POBUX OATHKIB HApo-
mtacs 3 peHUTKeTOHYpiero (aBTOCOMHO-PEIIeCHBHA
03HaKa), HAMBIPOT1MHIINK BUCHOBOK T'€HETHKA:

A. le pe3ynbTraT cOMaTW4YHOI MyTalii y XBOpOIi
TMTUHU

B. lle pe3ynbrar HOBOI I'eéHepaTHMBHOI MyTallii B
OJTHOTO 3 0aTBKIB

C. barpku — TreTepo3uroTHi HOCIi pPerecUuBHOrO
NaTOJIOTIYHOTO TeHa (o0uaBa — Aa)

D. Maru ab6o 0aTbko — TETEpO3UrOTH 3a
IOMIHAHTHUM IIaTOJOTIYHUM T€HOM, SKHH Mae€
HETIOBHY ITEHETPAHTHICTh

E. Ile pe3ynapTaT XpoMOCOMHOI MyTallii B OJHOTO 3
0aThKiB

4. Ha pucyHky nojgaHo poJoBiz cimM’i 3 3 AiTbMH 3
aXOHJIPOTIIA3IE€I0 Y 3/I0POBOTO YOJIOBIKA Bil ABOX
IUTIO01B 31 3JOPOBUMH KIHKaMH. AXOHIPOTIIA3IST —
ABTOCOMHO-/IOMIHAHTHE 3aXBOPIOBAHHSL.
[TenetpanTHicTs rena 100 %. HaiiBiporinnime
MOSICHEHHSI HAPO/DKEHHS 3 JITEeH 3 aXOHIPOILIa3ie€r0
B IIiH CcIM’1:

IO|

L 510,
eyl

A. I'onanHui MO3aiu3M y 0aThbKa

B. BumnagkoBi renepaTuBHI MyTaIlii reHa y 6aTbka
C. Pe3ynbraT cOMaTMUHMX MyTauid y pireil B
nporeci eMOpiOHaTBbHOTO PO3BUTKY

D. VuimapeHTHa aucoMis — YCHaJKyBaHHS ABOX
TOMOJIOTTYHHUX XPOMOCOM Bill OaThka

E. BapiroBajibHa €KCIIPECHBHICTh I'€HA

3aBaanusa 2. BuzHauTe TN YCHAJAKyBaHHS 1 MOKIIMB1 TeHOTUTIH:

. _am®

St B s

’ b

=
Omooddme
Hem

[y

Ome

oXe
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3aBaanus 3. Po3B’sokiTh cUTyaIliiiH1 3a1a4i:

1. ITpoGanyg — royxa AiBYMHA. Ii Opat, Matu Ta 6aTbKO 370pOBi. 3a JIHIEIO OaThKa TITKA 1 J1AYCh
3I0pOBi, a 6a0ycs rayxa. ¥ Marepli mpobaHia € TAyXoHIMUN OpaT Ta 370poBi Opar Ta cecrtpa.
Cxmanite poJOBiI; BU3HAUYTE TUI YCIIaIKYBaHHS Ta TEHOTHUITH WICHIB CiM'T.

2. IIpoGang — 310poBa kiHKa 23 POKIB — 3BEpHYJIACS A0 MEIUKO-TEHETUYHOI KOHCYNIbTAIlli 3a
MMPOTHO30M MOTOMCTBA. Y TpoOaHa JBO€ 3I0POBUX OpatriB 1 Opar Ta cecTpa, siKi CTPaKIal0Th
Ha abKanToHypiro. MaTtu npobaH/a 310poBa 1 Mae 3I0POBHX cecTpy 1 OpaTa. batbko mpobanga
XBOPHM Ha AJIBKANITOHYPIIO 1 € IBOIOPITHUM JIILKOM CBOET IPY>KUHU. Y HBOTO € 370POBi Opar i
cectpa. babycs mo uiHil 6aTbka Oyna XBOpOw 1 mepedyBayiia B IUIO0I 3 CBOIM 3J0pOBHM
nBOIOpiTHUM Opatom. baOycs 1 migych mo JiHIi mMatepi 310poBi, 0aTbKO 1 MaTH dila TaKOX
3I0POBI, TIPH IILOMY MaTH [iga — pigHa cecTpa aiga mpobanma 3 O0oky Oarbka. YosoBik
npoGanaa 3mopoBuii, 25 pokis. Moro matu, GaTbko, aBa Opatu 310poBi. Y ciM’i He Gyio
XBOPHX 3 aJlbKaNTOHypicr. Bu3Haute THn ycnaakyBaHHs anbkanToHypii. [ToOymyiiTe pomoBin
Ta po3paxyiTe pU3UK HAPOHKCHHS XBOPUX JITEH y mpoOaHa.

OcHoBHa JiiTeparypa:

1. Meauuna reneruka: [linpyunuk ams By3iB / B. M. 3anoposxan, FO. 1. baxopa, A. B.
[lIeBenenkoBa, M. M. YecHokoBa. Oneca: Onec. epx. Mexn. Yu-t, 2005. C. 51-72.

2. Meauuna reneruka: [linpyunuk / 3a pen. un.-kop. AMH VYkpainu, npod. O. f. ['peuaninoi,
npod. P. B. boratupsoBoi, mpod. O. I1. Bonocosus. Kuis: Meaununa, 2007. 536 c.

3. Kiununueckas renetuka. YueOHOe mocodue kK mpakTudeckum 3ansatusm / baxopa 1O. W.,
HleBenenkoBa A. B., Kusan 3. H. u ap. Oneca: Ogec. roc. mea. yH-T, 2001. C. 36-50.

JdonaTrkoBa:

1. bouxoB H. IL, Ily3sipeB B. Il., Cmupnuxuna C. A. Knunuueckass reseruka. 4-e u3n.,
nepepabd. u gon. M.: TDOTAP-ME/], 2011. 592 c.

2. Meaununckas renetuka: YueOHuk / Kon. ABT.; mon pea. wi.-kop. AMH Ykpaunsl, npod.
E.f.I'pevanunoii, npod. P.B.boratsipeBoii, mpod. A.Il.Bonocosa. K.: BCU «Menununay,
2010. - 552 c.
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IpakTnune 3anaTTa Ne 3
«XAPAKTEPUCTHUKA TA KJIITHIKA OCHOBHHUX ®0OPM
XPOMOCOMHHUX XBOPOB»

Iii 3aHATTS:
3araipHi IUTi: 3HATH KJIIHIYHI 03HAKH HAHOUTBII TOMTMPEHUX XPOMOCOMHUX XBOPOO.
BuxoBHI 1i1i: BMITH TOSICHATH OaThbKaM TIOXOJDKCHHS (CIaJKOBE a00 MyTarcHHE)
XPOMOCOMHHUX XBOPOO Ta CKJIaIHICTh 400 HEMOKJIMBICTD iX JIIKYBaHHS.
Konkperni mini:
SHamu.

—  emionoaiio i Yumo2eHemuKy XpomMoCOMHUX X80poO0;

—  3A2aNbHi CUMRMOMU | NAMO2EHE3 XPOMOCOMHUX X80POD,;

— 0cobausocmi KiiHIYHUX NPos6ie okpemux cunopomis: layna, Ilamay, Eosapoca,
«xomsuo2o Kpuxy», Aneenvmana, Ilpaoepa-Binni, [llepewescoroco-Tepuepa,
Knaungenomepa, mpucomii' X, nonicomii' Y;

—  NPUHYUNU NPEHaAmManbHOI 0ia2HOCMUKU XPOMOCOMHUX X80POO;
eMImu:

—  mMpakmyeamu Kapiozpamu 8 HoOpMi ma npu namoaozii,

—  suABUMU MIKPOAHOMAIII pO3BUMK) NPUMAMAHHI XPOMOCOMHUM X80pOOAM;

—  BU3HAYAMU NOKA3AHHS 00 MEOUKO-2eHEeMUYHO20 KOHCYIbIMYBAHHS, YUMO2EeHEeMUYHUX
ma MONeKYIAPHO-YUMOLEHEMUYHUX OOCTIOHCEHb NPU XPOMOCOMHUX 3AX80PIOBAHHSX,

—  BUBHAYUMU PUSUK HOBMOPHO20 HAPOONCEHHS OUMUHU 3 XPOMOCOMHUMU AHOMANIAMU.

JoaynuropHa caMoOCTiiiHA MiATOTOBKA

3MicT TemMu
Bci xpomocomHi1 XBopoOU MOKHA PO3JIUTATH HA TPU TPYIIH:

XpomocoMHi XBOpoOH

! N\

IMomi- 3aXBOPHOBAHHA, 3axBOpPHOBAHHS,
mnoimii noe’A3adi 31 3MiHOI  moB'A3aHi 31 3Mi-
KINBKOCTI HOK KUTBKOCTI 1
i CTPYKTYpH CTPYKTYPH CTATe-
ABTOCOM BUX XPOMOCOM

Kpim Toro, ix kiacuikyroTh TaKOXK 32 HACTYITHUMHU MPUHITUTIAMHU:

[Mpunumn knacudikauii PopMH XPOMOCOMHHX XBOpob
34 XapakTepoM 3MiHH KapioTuny (eTionoriyHuii OO LIIT
MPHHLKIL, TOOTO XapaKTePHCTHKA 3MIHA KiTBKOCTI I CTPYKTYPH a4BTOCOM
xpoMocoMmHOol abo reHoMHOT MyTaLil) 3MiHA KiTBKOCTI I CTPYKTYPH CTATEBHX XPOMOCOM
3anexHo Bif THIIY KJIITHH, B IKMX BHHHKAIOTH NoBHI GOpMH — Pe3VILTAT TeHepPaTHBHOI MyTalil
My TaLil y DaTwKiB
MoO3aiuHi (POPMH — pe3yIbTaT cOMaTHYHOI MyTaLil

y caMoro eMbpiona

Yac sHHHKHEHHS MYTalil (y NOKOMIHHAX) CHOpPaIHYHI — pe3yIbTaT HOBOI MyTaLlil
yCIaIKoBaHi YCNaKOBYIOTLCA Bifl DATHKIB

31 30a1aHCOBAHMMHM XPOMOCOMHHMH MYTALISAMH

ado BiT DATBKIB 3 XPOMOCOMHHMH XBOpoOaMu
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OTxke, a1 TOYHOIL
BU3HAYUTU:

1) Tun myTarnii;

2) 3aIy4eHy B MPOIEC XPOMOCOMY;

3) dopmy (nmoBHa ab0 Mo3aiuHa);

4) Bu XBOpoOM (CIoOpaluuHUNA BUTIAJOK a00 ycrmaakoBaHa Gopma).

Taka niarHOCTHMKa MOKJIMBA TUIBKU MPU HUTOTC€HETUYHOMY JOCITIIKEHHI,
10 MPOBOJUTHCS Y TMalli€HTa, a 1HOJI1 M Yy Horo 0aThKiB 1 CHOCIB.

['eHeTHKU MOPIBHIOIOTH XPOMOCOMHI XBOPOOU 3 MOMETUIIEM MICHS MOXKEXKI,
OCKUTBKH 70 MOMEHTY HapOJUKEHHS (HOPMYETHCS OCTATOYHUN (DEHOTHUII, KOJIU
HIYO-TO BHUIIPABUTH BXKE HEMOMJIMBO (JUIIE MPOBECTH KOCMETUYHY KOPEKIIiO,
SKIIO CUHJAPOM CYMICHUM 3 JKUTTSIM). XPOMOCOMHI XBOPOOU BUSIBISIFOTHCS SIK
CUHOPOMU MHONCUHHUX 8POONCEHUX 6a0, OCKUTBKYU MOPYIIYIOThCS paHHI €Tanu
PO3BUTKY.

Jlo Tpynu MIKpOIUTOreHeTHYHUX CHHAPOMIB BXOJATh CHHJIPOMH,
3YMOBIICHI JIeNIeisIMU a00 AYIUTIKAIIIMH YK€ MaJICHbKUX JUITHOK XPOMOCOM:

Hassa cunapomy
abo xBopobn

JIIATHOCTUKH ~ XPOMOCOMHOI XBOpPOOHM  HEOOXIAHO

3anyueHa OUISHKA XpOMOCO-

; L OCHOBHI CHMITTOMH
MH (aenenis abo aymmikauis)

Mikponeneniiini cHHAPOMH

Binni

y XxpomocoMi Bil1 GaTbka

Petunobnacrtoma 13gl4.1-q14.2 [TyxmuHa ciTKiBKH (01HO- 400 ABOCTOPOHHS)
B IMTHYOMY BiLll
Cunapom Ji Jwopmai 22q11.21 Cynomu (rimokaneieMiuni), annasis abo rinonasis
THMYCA, Au3Mopdil THUEOBOTO Yeperna, By ceplt
CunnpoM AHrelbLMaHa 15ql1-ql3 Hessuuaiine obnuyus, atakcis, rinoToHis, eninencis,
vV XpOMOCOMI Bil MaTepi | NapoKcH3MH cMiXy, Mikpouedanis, BicyTHICTb MOBH
Cunnpom [Mpagepa 15ql1-ql3 Osxupinng TYIYV0a 1 TPOKCHMATBHHX BiAJUTIB KiHIBOK,

AuaMopdii THITLOBOTO Yepena, TiNoToHIA,
rinoroHaansIM, po3yMOBa BUICTANICTE, MalleHbKI
KHCTI i cTOMH

[Myxmna Binemca

11p13

Hedypobnacroma

Mikponymnikauiiini cHHAPOMH

Cunapom beksita
Binemanna

11pl5

['piska nynkoBoro KaHATHKA, MAKPOTIIOCS, TiraHTH3M,
rinorikeMis, Mikpouethanis, BpoaxeHi Baan
BHYTPILIHIX OPraHiB

JIJ1st MIKpOLIMTOTE€HETUYHUX CUHIPOMIB XapaKTepHE HACTYITHE:
1. Bouu mawms uimky K1iHiYHY KapmuHy, OCKUIbBKH MIKpojenenis ado
MIKPOAYTUTIKAI[iSl TOPYIIYIOTh MAJICHBKY UISHKY XpOMOCOMH (4acTO OJMH TEH).
2. Iakomum 1l CHHIIPOMH MOKYTh OyTu 3yMOBJICHI HE TLTBKA XPOMOCOMHOIO

abeparri€to,

ajic

I'CHHUMHA MYTaI_IIHMI/I 3a3Ha4YCHOT0O TICHA.

Hanpuxnan,

peTuHOOIacTOMa MOKe OyTH 3yMOBJICHA JIEJIEIIEI0 AUITHKU JTOBroro mmieda 13-1
xpoMocomu (q14) abo TOYKOBOIO MYTaIli€l0 3a3HAYCHOTO T'eHA.

3. [Ipu4anHOIO PO3BUTKY AESIKUX CHHAPOMIB MOXE OYTH HE TUTHKU MIKPOJENEIIis,
ane ¥ ogHOOATHKIBChKA UCOMIS Ta BILUIUB T€HOMHOI'O IMOPUHTUHTY (CHHAPOMU
AnrensMana 1 [lpanepa-Bimni).
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4. 3ycmpiuarombca pioko (y Ouibmocti Bumankie 1:50 000-1:100 000 y
HOBOHAPO/IKEHHX).

5. JIns MIarHOCTHKH BHKOPUCTOBYIOTH MOJICKYJISIPHO-IIUTOTCHETUYHI METOIU
(FISH-meTon). 36uuaiine kapiomunysanns eussnsicmocsa Heedhekmugnum!

JlikyBaHHsi ~ OUIBIIOCTI  MAIIEHTIB 3  XPOMOCOMHHMMH  XBOpoOamu
MajoeQEeKTUBHE, a MPOTHO3 HECTIPUATIAUBUNA. ToMy Jy>Ke BaXKJIMBO BUKOPUCTAHHS
METO/11B IPEHATAJIbHOI IIArHOCTUKHU. Y pa3l BUSBJICHHS XPOMOCOMHOI MMATONOTIi y
IJ10a 6a2imHicmb peKomenoyioms nepepeamu!

Sk BimOMO, METOJM MPEHATAILHOI JIarHOCTUKHU MOJUISIOTh Ha HEIHBA31iHI Ta
iHBa3iiiHl. HailepexkTuBHIIMM € KOMOIHOBaHUN TpeHaTaIbHUH CKPUHIHT
(moegHaHHS  yAbTPa3BYKOBOI'O CKPUHIHTY 3 BH3HAYEHHSM CHPOBATKOBUX
MapKepiB MatTepi), SKui MPoOBOAUTHCS B JBa eTanu: B I TpumecTtpi BaritHOCTI (10—
14 tuxk.) Ta y I tpumectpi (15-20 Trk.).

[Ipy po3paxyHKy TEHETHYHOTO PHU3UKY BpPaxOBYIOTh KapioTHI OaThKiB
(0cob65MBO sIK1 € HOCIIMU 30a7JaHCOBAHUX XPOMOCOMHHUX MYTalliid 1 MO3aiKiB), 6iK
Mamepi, HASIBHICTD JIITEH 13 XPOMOCOMHOIO TIATOJIOTIEIO0 B aHAMHE3I.

3aBIaHHA 1JIA caMoNnepeBipKU BUXIIHOTO PiBHS 3HAHb-BMIiHb

1. V xnomuuka 4 pokiB i3 pO3yMOBOIO 2. Y muToreHeTHYHIN JabopaTopii J0CTiIKYy-
BIJICTAJIICTIO JIIarHOCTOBAHO CHHJpOM JlayHa.  [OTh KapiOTHUII JIBYMHKU 3 CUMITOMaMHU
Bxaxite mpaBuibHy GOpMYITy KapioTHITY: cunapomy llepemescrkoro-Tepuepa. Sxuit
A. 46,XY, del 5p KapiOTHUI MIATBEPIUTH TiarHo3?
B. 47,XX,+21 A. 47.XXY
C. 47,XX,+18 B. 47,XY,+13
D. 47,XY,+21 C. 47.XX,+18
E. 45X D. 46,XY, del 5p

E. 45X
3. YV HOBOHAPOKEHOTO XJIOMYHKA 4.V xnomurka 15 pokiB BUCOKHI 3piCT,
rinoruiasis, goJjixounedanbHa ¢popma yeperna, €BHYXOigHA cTaTypa, THEKOMAacCTis, s€uKa
MIKpOTeHIsl, HU3bKO PO3TaIlllOBaHi Ta 3MEHIIIEH] B PO3Mipi, B OyKaabHOMY 3CKpiOKY
negpopMoBaHi BYIIIHI paKOBUHHU, CTOIA- 3Haii/IeHa OJIHA TPY/AKA CTaTEBOTO
roimanka, Baau cepiy, [IHC. Bamr niarao3: XpomaTHuHy. Bam niaruos:
A. Cungpowm Jlayna A. Cungpowm Jlayna
B. Cunpgpowm Ilaray B. Cungpowm Ilaray
C. Cungpom Mapdana C. Cunnpom Mapdana
D. Cungpom Knaitndenbrepa D. Cungpom Knaitndensrepa
E. Cunnpom EnBapaca E. Cunnpom nmomicomii Y
5. JIas1 sIKOro KapioTUIly XapaKTepHe 6. Y HOBOHApOKEHOT TIBYMHKU JTIM(paTHuH1

MO€JHAHHS Mikpoledaii, MicsAenoAiOHOro  HaOpPsAKU KUCTEH 1 CTill, KOPOTKA LIHS 3
00IMYYs, aHTUMOHTOJIOITHOTO PO3pi3y O4Yel,  HIKIPHUMH CKJIAJKaMH, aHTUMOHIOJIOiTHUN

emiKkaHTa, crenu@IuHoro miayvy? po3pi3 oueil, enikanT. Bam niarHos:
A. 46, XXY A. Cungpom [layHa

B. 47,XY,+18 B. Cungpowm Ilaray

C. 47,XY,+13 C. Cungpom Exsapaca

D. 46,XX, del 5p- D. CuHzIpoM «KOTSUOTO KPUKY»
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E. 46,XY, del 4p E. Cunnpowm IllepemeBchroro-TepHepa

7. Y HOBOHAPOKEHOT NIBYMHKY Mikporeda- 8. VY xmomunka 3 po3yMOBOIO BIACTAIICTIO 1
7ist 3 nedeKTaMu MIKipy (BpoKeHa aruiasis HEZI0PO3BUHEHHSIM BTOPUHHHMX CTATEBUX
HIKIpH), IIITHHA TYOH 1 TBEpOTO MiTHEOIHHS, O3HAK JiarHOCTOBAHO CHHAPOM

Bagu LUHC, noninaxrumnis. Takuii cumnromo-  KnaitHdensTepa. Braxits npaBuibHy

KOMILJIEKC XapaKTepHUM JJI1 CUHAPOMY: bopMyIry KapioTHITY TTPH LBOMY CHHAPOMI:
A. layHa A. 45X

B. «Kotsauoro kpuxky» B. 47, XXX

C. Ilaray C. 47, XYY

D. EnBapaca D. 47 XXY

E. Hlepemescrkoro-Tepuepa E. 47,XY,+18

IIuTaHHA 10 CAMOKOHTPOJIIO

-

. SIke 3HaYeHHS XPOMOCOMHHMX 1 TEHOMHHUX MYyTalliii B OHTOTeHe31?

. I1lo Take XxpomocoMHi xBopo6u? Ix yacToTa B momyaA1ii?

3. HaBenith kiacudikaiiiro XpoMOCOMHUX XBOpoO (MOBHI Ta Mo3aiuHi (opmu,

yCIaJIKoBaHi1 1 criopaguydHi Gopmu).

. OxapakTepu3ymnTe MaToreHe3 XpOMOCOMHHUX XBOPOO.

. Ha3BiTh 3araipHi CUMIITOMH XPOMOCOMHHX XBOpPOO, OOYMOBJICHUX 3MIHOIO

KUTBKOCTI 1 CTPYKTYPH aBTOCOM.

6. OnuuriTe BUIMAIKK MOJIIUIOINI: KaploTWM, KIIIHIKA, TPOTHO3, MEINKO-
reHeTHYHE KOHCYJIbTYBaHHS CIM 1.

7. Onumrite cusapoM JlayHa: KapioTHIl, 4aCTOTY B MOMYJIALIi, 3B SI30K 13 BIKOM
marepi. KiniHiuHa XapakTepuCTHKa CHHIPOMY B pi3HI BIKOB1 Iepioju,
PO3PaxXyHOK T€HETUYHOTO PU3HUKY.

8. B dWomy monsrae KIIHIKO-IIMTOTCHETHYHA XapaKTEPUCTHKA XPOMOCOMHHUX
XBOPOO, TOB’S3aHUX 31 3MIHOK KUIBKOCTI 1 CTPYKTYPH aBTOCOM: CHHIPOMU
ITaray, EnBapjca, «kkoTsi40TO KPpUKY»?

9. Ha3BiTh  0COOIMBOCTI  KJIIHIYHOI KApPTHHM XPOMOCOMHHX CHHJIPOMIB,
00YMOBJICHHX 3MIHOIO KITBKOCTI CTATEBUX XPOMOCOM.

10. KuiHiko-IMTOTeHETHYHA XapakTepucTtuka cuHapomiB IllepemeBcbkoro-
Tepuepa, nomicomii X, momicomii Y, cuaapomy Knaitadensbrepa.

11. IIlo Take wikporuToreHeTHYHi cuHAPOMH? OCOONMHMBOCTI KIIHIYHOT
KapTUHU, TPUKIIA]TA CUHIPOMIB.

12.  Onumite cuaapomu Arrensmana i [Ipagepa-Bimri. 3HaueHHS T€HOMHOTO
IMOPUHTHHTY.

13. OnumiTh MATOTCHETHIHI METOIU JIarHOCTUKH XPOMOCOMHHX XBOPOO.

14.  OnumiiTe TpeHaTaabHy MIAaTHOCTHKY XPOMOCOMHHX XBOpo00. IlpuHIunu
MEINKO-TEeHETUYHOTO KOHCYIbTYBaHHS.

15. Hasenith moka3aHHs A0 1HBA31MHO1 JIarHOCTUKHA XPOMOCOMHOT MAaTOJIOT 1.

N

o~

ITPAKTUYHI 3ABJIAHHS

3aBaanuga 1. 3am0BHITH TAOJIUIIIO:
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3aBaanns 2: O0epiTh OJHY NPABUIBHY BIANOBIIb.

1. PoGepTcoHiBChbKa TpaHCIIOKALlisd MOXKeE
OyTH IPUYHHOIO:

A. Cungpomy JlayHa

B. Cunngpomy lepemeBcekoro — TepHepa
C. CuHAPOMY «KOTAYOTO KPUKY»

D. Cunapomy Mapdana

E. Cunnpomy Ilpanepa-Bimmi

3. Ilpu ycmankyBaHH1 MIKpOJENIEIIii JOBrOTo
meda 15-1 xpomocomu Big matepi
PO3BUBAETHCS CUHAPOM AHTreIbMaHa, a Bif
Oarpka — cuaapoM [Ipagepa-Bimi.

Ile mosicHIOETHCS:

A. HeroBHOIO NMEHETPAHTHICTIO T'E€HIB
B. BapiroBaibHOI0 €KCIIPECUBHICTIO
C. 'eHOMHUM IMOPHUHTHHTOM

D. KoMriieMeHTapHOO Ji€0 TeHIB

E. SIBumem mureioTporrii

5. J1o MEIUKO-TEHETUYHOTO LIEHTPY
HampaBJie-HO JIBYMHKY 14 pOKiB 3pocTOM
139 cMm, 3 macoro Tina 40 kr,
AQHTUMOHTOJIOTTHUM PO3PI30M OYECH,
€MIKaHTOM, KPHJIONIOIIOHUMH CKJIaJIKaMH Ha
LI, IIUTONOAI0HOI0 TPYAHOIO KIIITKOIO,
rinepTeNopu3MOM COCKIB, BaJIbI'yC-HOIO
neopMali€ro JKTbOBUX CYII00iB,
MHOKMHHMMH HEBYCAMH Ha IIKIpi, BIACYTHi-
CTIO BTOPMHHUX CTaTeBUX O3HAK, IHPAHTUIIb-
HOIO CTaTypOI0, BaJ0I0 JIIBOT HUPKU; BUUTHCS
Ha «4» 1 «5». Bam nonepeaniii qiaruos?

A. Cunapom nosicomii X-XpoMocoMu
B. Cunznpom AHrenbMana

C. Cunnpowm Ilpanepa-Bimti

D. CHHIIPOM «KOTSIYOTO KPHKY»

2. J1o MIKpOLIUTOT€HETUYHUX CUHAPOMIB
HaJIeKaTh:

A. Cungpom /layHa

B. Cungpowm Ilaray

C. Cunapom lepemeBcbkoro — TepHepa
D. Cunapom Knaiindensrepa

E. Cunnpowm Ilpanepa — Bimri

4. JInsg XxpOMOCOMHHUX XBOPOO
HaliXapakTepHe:

A. 3aTpuMKa NCUXOMOTOPHOTO PO3BUTKY Y
JIITEH PaHHBOTO BIKY, PO3YMOBA BIICTAIICTh
y CTapIux

B. IMopymenns Gi3MIHOT0 pO3BUTKY, 3MiHA
KOJILOPY 1 3amaxy ceui

C. CUCTEMHICTh ypaXKeHb

D. [opymieHHs: pO3yMOBOIO PO3BUTKY,
MHOHUHHI BaJ[ll PO3BUTKY 1 MiKpoaHOMaTii
E. Karapakra Ta rematocrieHoMeratis

6. Y 70-1i pp. B 3axinuiii €spomi, CIIA 1
Kanani npoBoaunucs 10CHiKEHHS MOIYJIs-
1[iif, MeTO0 AKHUX OyJ0 BU3HAYEHHS YaCTOTH
XPOMOCOMHUX XBOp0O, 00yMOBIEHUX
3MIHOIO KUTBKOCTI 1 CTPYKTYPH CTaTEBUX
XpoMocoM. BeranoBuiiy, o mpu oJHOMY 3
CHHJIPOMIB MOXe OyTH HOpMaJbHUMN
(i13u4HUH 1 ICUXIYHUHA PO3BUTOK, TOOTO
CHHJIpOM OyB BHIIJJKOBOIO IIUTOT€HETUYHOIO
3HAX1JIKOIO y IPAKTUYHO 37J0POBUX JIIOJIEH.
[Ipo sikuii cuHIpOM iijie MoBa?

A. Knaitngensrepa

B. Tpucomii X («cynepxiHka)

C. Iomicomii Y («CymepyooBik»)
D. lllepemescbkoro-TepHepa
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E. Cunnpowm Illepemescrkoro-TepHepa

7. Y HOBOHaApOKEHOTO Opaxinedaris,
Mikpouedais, MOHTOJIOITHUI po3pi3 OUeH,
eMmiKaHTyC, MAaKpOTJIOCisl, CILIOMICHE
oOmyust. J{i1st IKOro XpoMOCOMHOTO
CHHJIIPOMY HAlOUTBII XapaKTepHUH 1en
CHMITTOMOKOMIIJIEKC:

A. Cunnpomy Ensapaca

B. Cunnpomy [laray

C. Cunapomy [layna

D. Cungpomy llepemescekoro — TepHepa
E. CuHIpOMY «KOTSUOTO KPUKY»

9. Ha3BiTh 4acTOTy XpOMOCOMHHX XBOPOO Yy
HOBOHAPO/KCHHX:

A.1Ha 700
B. 5 1a 1000
C.0,1%
D.1%
E.5%

8. Y xyomunka 9 pokiB 0KUPIHHSI, M 5130Ba
TiOTOHIS, aKPOMIKpIis (MaJIeHbKI KHCTI 1
CTOIIH), TIMNOTOHA/IN3M, PO3YMOBaA
BIZICTAJIICTh, MIKPO/IENIELis JOBrOTO TIeYa
15-1 xpomo-comu. Bamr giaraos:

A. CuHApPOM «KOTSYOIO KPUKY»
B. Cunnpom AHrenbmana

C. Cunapowm Ilpagepa-Bimni

D. Cungpowm Ilatay

E. Cunnpom Mapdana

10. B ssixoMy Billl y )K1HKH P13KO 3pOCTa€e
BIPOT1IHICTh HApPOJKEHHS JIITEH 3
XpPOMOCOMHUMH XBOpOOaMH:

A. 20-25 pokiB
B. 25-30 pokiB
C. 30-35 poxiB
D. 35 poxiB i OinbIme

E. Bix Biky He 3aJIeKUTh

3aBaannsa 3. Po3B’soKiTh cUTYyalliitH1 3a/1a4i:

1. ¥V xiaku 26 poKiB HapOJMBCS XJOMYUK 3 Macor Tima 2600 r, mikporedariero,
MICAIIETIONIOHUM OOJIUYUSM, TIMEPTEIOPU3MOM, CIKAHTOM, BHCOKHM IMiTHEOIHHSIM, HH3BKO
PO3TAIIOBAHUMHU BYIIHUMHU pakoBHHAMHU. KpuK TUTHHU Haraaye HsBKaHHS KONICHSATH. Barm
nornepeanin aiarao3? SIki sabopaTopHi METOAM MATBEPIATH JiarHO3?

2. Y niBUMHKY 4 MICSAIIIB KpPyrJja ToJIoBa 31 CIUIONICHOIO MOTHIMIICI0, MOHTOJIOITHUHN PO3pi3
OYei, IIUPOKE MEPEHiCCs, SMKAaHT, HU3bKO PO3TAIIOBaHI MaJICHbKI BYIIIHI pAKOBHHHU, MaKPOTJIO -
cis. Kucti mmpoki Ta KOPOTKi 3 OTIEPEUHOIO CKIIAJIKOI Ha JIOJIOHI, KIMHOJAKTHIIIS MI3HHIIIB.
Bupaxena M’s130Ba TiIOTOHIs, 1032 «kabuy». Bam monepenniit giarnos? [lran o6cTesxxeHHs?

3. UYomnosik 30 pokiB, 3 BIAKIAQJCHHSIM IKUPY HA CTErHaX 3a KIHOYUM THUIIOM,
rHEKOMACTI€I0, BIICYTHICTIO Bosioccss Ha oOnuuyi. CTaTeBUil 4ieH HOpMaJIbHUX PO3MIpIB,
sl€yka 3MEHIIEHI B po3MipaX, M’sKi, 0e300iicHi; oJirocnepmis. Bam momepenHiii giarHos?
[Tnan o6crexenHs?

4. TIpobang — xiHka 28 pOKIB, sIKa 3BEpHYJacs 0 MEIUKO-I€HETHYHOI KOHCYIbTallil 3
MPUBOJY XBOPOOW MOYKM ABOX MicsiiB. JlutuHa Big uyerBepToi BaritHocTi. [lepmia i gpyra
BariTHOCT1 3aBEPIIMIIMCS CIIOHTAHHUMM a0OpTaMu B MEPLIOMY TPUMECTpPI BariTHOCTI, TPETS —
HapO/HKCHHSIM IBUMHKH, SKa MOMepia y Billl ABOX AHIB Bill MHOXHHHUX BPO/DKCHHX Baj
po3BuTKy. YonoBik npobannaa 310poBuii, 32 pokis. Cectpa i 6patr nmpobaHaa 370poBi, 0aTbKO 1
MaTH MpobaHaa 370pOBi, aje y cecTpu MaTepi Oyla TUTHHA 3 PO3yMOBOIO BIACTANIICTIO, sIKa
noMepna y Biui 15 pokis. bpar uosoBika mpoGanna, #oro matu i 6atbko 310poBi. bpat
OJIpy’K€HHH, Mae 370poBUX CHHA 1 JOouKy. PEHOTUMIYHO y JIOYKM MpoOaH[a 1IarHOCTOBAHO
cuaapom Jlayna. [loOyayiite pomoBia. SIKuil TeHETWYHHI METOJ JIO3BOJMTH MiATBEPAUTH
niarHo3 nouku npobanna? Ilpo sikuilt nuToreHeTMUHUil BapiaHT cuHApoMy JlayHa Moxe HTH
MoOBa B JjaHii ciM’i? XTo 3 4jeHiB ciM’1 moTpeOye MeINKO-TeHETHYHOTO KOHCYIbTYBaHHS?
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OcHoBHa JliTeparypa:

1. Menuuna reneruka: [linpyunuk ams By3is / B. M. 3anopoxan, 1O. 1. baxopa, A. B.
[IleBenenkoBa, M. M. UecnokoBa. Omeca: Onec. epx. Mexn. Yu-1, 2005. C. 51-72.

2. Menuuna reneruka: [ligpyunuk / 3a pea. wi.-kop. AMH VYkpainu, npod. O. f. I'pevaninoi,
npo¢. P. B. boratuproBoi, mpo¢. O. I1. Bonocosus. Kuis: Meauuuna, 2007. 536 c.

3. Kimuunyeckas reHeTuka. YueOHOE MOCOOME K mpakTudeckuM 3ausatusm / baxopa 1O. U.,
[Iesenenkora A. B., Xusar 3. H. u np. Ogneca: Onec. roc. mea. yH-T, 2001. C. 36-50.

JlonaTkoBa:

1. boukoB H. II., Ily3sipeB B. Il., Cmupnuxuna C. A. KinuHuyeckas reHetuka. 4-e usn.,
nepepad. u gom. M.: TDOTAP-ME/], 2011. 592 c.

2. Menunuackas renetuka: YueOnuk / Ko ABT.; mon pea. wi.-kop. AMH Ykpaunnsi, npod.
E.A.I'pewanunoii, npod. P.B.boratsipesoii, npod. A.Il.Bosocosa. K.: BCU «Meauuunay,
2010. - 552 c.

23



IpakTnune 3anaTTss Ne 4

MOHOI'EHHI XBOPOBU 3 AYTOCOMHO-JOMIHAHTHHUM I
X-3HEIVIEHUM THUITAMHU YCHHAAKYBAHHA

Iii 3aHATTS:

3arapHi IiJTi: 3HATH €TIONOTi0, MAaTOTeHe3, KTacu(iKalito, MPUHIHMIN JIarHOCTUKH Ta
JKyBaHHS MOHOTEHHHX XBOPOO.

BuxoBHi mini:
1. Copustu popMyBaHHIO TPODUIAKTUYHOTO MUCIIEHHS MallOyTHBOTO JIIKaps
2. BmiTi mosicHUTH 06aThKaM MMOXO/KEHHS (CITaIkoBe a00 MyTareHHe) MOHOTCHHHUX
XBOpPOO Ta MOXJIMBOCTI iX JIIKyBaHHS.

KonkpetHi mini:
3Hamu.

—  Ka1acugikayiro MOHO2eHHUX X80pOO

— 0co0IUBOCMI AYMOCOMHO-0OMIHAHMHO20 Ma X-3UenieH020 munis ycnaoky8auHs,

—  3a2anbHi CUMRMOMU MOHO2EHHUX X80POO, NPUHYUNU OIA2HOCIUKU,

— 0cobausocmi KNiHIUHUX NPos6ie okpemux cunopomis: layna, Ilamay, Eosapoca,
«xomsuo2o Kpuxy», Aneenvmana, Ilpaoepa-Binni, [llepewescoroco-Tepuepa,
Knavngenomepa, mpucomii X, nonicomii' Y;

—  NPUHYUNU NPEHAMAIbHOI 0id2HOCMUKU 1 TIKYBAaHHS XPOMOCOMHUX XB0OPOD,;

BMIMU.

— susasumu npu 300pi anamHesy ma 0OCMeNCeHHi X60pP0O2o CUMNMOMU HAUOITbU
nowuperux MOHO2eHHUX xeopo6;

— BU3HaAUaAmu nOKAa3aHHA 00 Me()uko-zenemuunoeo KOHCYT1bMY6AHHA, YUMOSEHEMULHUX
ma MOJEKYJIAPHO-UUMOSEHEMUYHUX OOCJZianceHb npu XpomoCOMHUX 3AX60OPIOBAHRHAX,

— BU3HaA4dumu pu3uxK no6MmMopHOo2co0 HapOOcheHH}Z ()umunu 3 XPOMOCOMHUMU AHOMANISIMU.

3micT Temu

MoHoTreHHI XBOpoOH — 11 XBOpOoOH, 3yMOBIICHI MYTAIli€}0 OJHOTO IeHa. 3arajlbHUM st
HUX € YCMaJKyBaHHS 3TimHO 13 3akoHamMu Mengens. Y moauan ~ 30 THC. TeHIB, aje
MOHOTEHHUX CINaJKOBUX XBOpoO 3HayHo Mmenme (~ 4000). Ile 3ymoBieHo TuM, IO 3MiHa
nepBUHHOI cTpykTypu Oimbiie 50 % OLIKiB IpU3BOAUTH N0 3arubeni KIITMH abo paHHIX
eMOpioHiB. Taki OUTKM Ha3MBAIOTHCSA MOHOMOP(HUMHU, BOHHM 3a0€3MeUyl0Th OCHOBHI (DYHKITIT
KIITUHU SIKIIO PO3BUTOK e€MOpioHa 3 MATOJOTIYHOK T'e€HHOKO MYTAIli€l0 HE 3yMUHUBCA Ha
PaHHIX CTaifAX, TO NATOJOTTYHUI I'eH MOYKE MPOSBUTUCS TaKUM YHHOM:

» BpOJ/DKECHHMH BaJIaMHU;

» TOpYIIEHHSM OOMiHY pe4OBUH (T'€HH, IO KOAYIOTh (DEpPMEHTH, PELeNITOPH, TPAHCIIOPTHI
OLTKH TOIIIO);

» 3MilIaHUMH ePEeKTaMH.

Jominanmnumu dactiiie € MyTalii CTPYKTYPHUX T€HIB, sIKI KOJYIOTh MOJINENTHIN 3
YEeTBEPTUHHOIO CTPYKTypoto. HopmanbHuii ren 3abesneuye 50 % mpoayKyBaHHS HOPMAaJbHOTO
MOJIMENTUAY. AJie KOJM YTBOPIOETHCS UYETBEPTUHHA CTPYKTYpa, TO B OUIOK BKIIOYAIOTHCS
HOpMaJIbH1 Ta MYTaHTHI mojinentuau. B minomy ¢yHkiig O6i1ka mopymyerscs. TakuM YHHOM,
HOpMaJIbHUH ajiesb He MOXe 3a0e3MeUUTH HOpMaIbHUN (PEHOTHII.

Peyecusnumu, sK IpaBuIio, € 3aXBOPIOBAHHS, OB’ sI3aH1 3 MyTallisIMU I'€HIB, K1 KOJIYIOTh
depMeHTH. Y T€TepO3UroT HOpMaJIbHUHU anenb 3abe3neuye 50 % ¢ep-MeHTaTUBHOT aKTUBHOCTI.
IIporo moctaTHbO Ui HOpMaibHOI (yHKUii opraHismy. Tomy ocoOW, fKi MawOTh OJUH
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MyTaHTHUH ajielib T'eHa, 3aJUINAIOThCS 3J0POBUMH, XOYa 1 MalOTh 3HIDKEHY aKTUBHICTD
(depMeHTy, IO BHM3HAYA€ThCS OIOXIMIYHO. AJie pPEUECHBHHUMHM MOXYTh OyTH TaKoX
3aXBOPIOBAaHHS, 3YMOBJICHI NOpymIeHHSAM (yHKIiT HedepMmeHTaTuBHUX OinkiB. Hampukman,
MYKOBICITI103 200 [-Tamacemis.

I'eHeTH4Ha reTeporeHHiCT MOHOT€HUX 32XBOPIOBAHD:

1. Jlokycna cemepozennicms — KOIM OJHE 1 T€ K 3aXBOPIOBAHHS OOYMOBIIEHE MYTallisIMU
pi3HUX TeHiB ((eHUIKeTOHYpis, HEWPOCEHCOpHAa TIyXoTa, anbOiHi3M). Ommcano 8 dopm
MYKOIIOJTICaXapua03y, 3yMOBIIEHUX MYTalliIMU PI3HUX T'€HIB.

2. Anenvna 2emepozeHnicms — KOJNU CIIAJIKOBE 3aXBOPIOBAHHA MOXE OYyTH CIpPUYHHEHE
PI3HUMHU MYTallIIMHA OJIHOTO I'eHa. Y reHl MyKOBIicIua03y onucaHo Outeiie 1000 myramii, 3
saxux 0nmmu3pko 300 maroTh marosoriyHui edekt. Y reHi peuentopa A0 JIMONPOTEiHIB HU3BKOT
ryctuHu onucano Outbiie 700 myrauiid. Pi3H1 MyTalii no-cBoeMy 3MiHIOIOTh Oyl0BY Oinka. B
pe3ynbTaTl MANCKICIMb 3aX80PI0BAHHS, YAC MaHighecmayii, xapakmep CUMIMOMAMUKU Y PIZHUX
XBOPUX MOXKYTh BapllOBaTH B IIMPOKHUX Mexkax. OnHa 1 Ta X JIIoJJMHA MOXe OyTH HOCIEM JBOX
PI3HUX MYyTalill OJHOrO 1 TOro X reHa (B OAHIA XpOMOCOMI OJHA MyTalis, B IHIIINA — IHINIA).
Taki nrogu HasuBawTbcd KommayHaamu. KiliHika 3aXBOpIOBaHHS Yy KOMIIAyHIIB MOXe
BIJIPI3HATHUCS BiJ] «CIPABKHIX» TOMO3UIOT.

3. Anenwni cepii — xonu pi3Hi MyTalii B OTHOMY 1 TOMY X T€HI MPHU3BOIATH O PO3BUTKY
abCOIOTHO PI3HUX 3 KIIHIYHOI TOYKH 30py 3axBoproBaHb. Hampukian, nBi ¢dopMu M’s130BOT
muctpodii — Tsokka popma JlromenHa 1 nerka bekkepa — cipuurHEH] MYTAIlIE0 OJHOTO 1 TOTO
XK TeHa, SIKUH Koaye OUTOK IucTpodiH ckeneTHUX M’s3iB. M’s30Ba auctpodis JlromeHHa
PO3BUBAETHLCS TIPH MOBHIN OJ0Kai cuHTE3y nucTpodiny, a bekkepa — npu 4acTkoBiil OI0Kal.
[Hmmit mpukiag — pi3Hi MyTallii reHa pernenropa (akropa pocty Gi0Opoo6IacTiB MPU3BOAATH JI0
PO3BUTKY TPhOX PI3HUX 3aXBOPIOBaHb — aXOHAPOILIA3ii, TiMoXOHAporriasii i TaHatoopHOi
KapaukoBocTi. butbme 10 myramiii y TeHI MYyKOBICIIMI03Y HE MPHU3BOIATH JO PO3BUTKY
KJIIHIYHOT KapTHHU MYKOBICIIHI03Y, ajleé CIPUSIIOTh PO3BUTKY AUCEMIHOBAHMX OpPOHXOEKTA3iB,
UPO3Y MEUIHKH.

KuiniyHa kapTHHA MOHOTEHHUX XBOPOO XapaKTePHU3Y€EThCS:
1. Piznomanimmsam nposneis.
2. Bapiosannam 6iKy nouamky xeopoou.
3. Ilpozpedienmuicmio Kniniunoi kapmunu (XapakTepHe caMe JIJIi MOHOT€HHUX XBOp00), a
TaKOX XPOHIYHUM XaAPAKMEPOMm 3 PELUIUBAMU.

4. Taxckum nepeodizom (111 6araThb0X reHHUX XBOPOO), 10 MPU3BOJUTH JI0 IHBATIAM3AIIT Ta
CKOPOYEHHS TPUBAJIOCT1 KUTTSI.

5. Kniniunum nonimopgpizmom, sixuii 00yMOBJICHUN HACTYTHUMU IPUYUHAMMU:

v' T'eHeTHYHA I'€TEPOr€HHICTH MOHOT€HHMX 3aXBOPIOBAHb.
v" CoMaTu4Hui MO3ailu3M.
v i .
/lo3a reuis. ] Cenernuna kiaacndikaiia MoHOTeHHHX
v" BIUIMB '€HOTHITY B LILTOMY. 3AXBOPIOBAHL 3 YPAXYBAHHAM THOY
v BmiMB  30BHIIHBOIO  CEPEIOBHIIA yenaaikyBaHHA
(xapakTep XapuyBaHHS MOXKeE / / \ \
BIUIMBATH Ha nepe6ir ABT(?COMHO_A ABTOCOM- 3qcnncm MIT{}KOH_-
L JOMIHAHTHI ~ HO-pele-  3i cTaTTio  ApianbHi
(bepMeHTOMATIH). (AJ) cupti (AP) / \
3arajgbHa 4acToTa MOHOTCHHHUX
3aXBOPIOBaHb Y HOBOHAPO/DKEHUX Y MOMYJALi 3uereni 3 ueneni
. 0 X-xpomo- 3 Y-xpoMmo-
B I1loMy cTtaHoBUTH 1 %. I3 HUX XBOpoOU 3 COMOIO COMOIO
ABTOCOMHO-JIOMIHAHTHUM THIIOM
0
yCIaJIKyBaHHs CTaHOBJISATh 0,5 %, 3 NominanTii  Perecisii
aBTocOMHO-pernecuBHUM — 0,25 %, 34ereHi 3 (XJ1) (XP)
X-xpomocomoro — 0,25%, Y-3uemneni Ta
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MITOXOH/IpiaJIbHI XBOPOOU 3yCTPiuatOThCs BKpai PifKo.

Jliis aBTOCOMHO-AOMiHAHTHHMX 3aXBOPIOBaHb XapPaKTEPHO:

1. Y ponoBozi XBOpO1 AUTUHHU, 5K NPABUILO, X8OPUll 0OUH i3 bambKie;, 0codu 000X craTeit
XBOPIIOTH 13 OJHAKOBUM CTYIIEHEM BipOTiIHOCTI.

2. HapomxkeHHS XBOPOi TUTHHU Yy 370POBHUX OAaTbKiB TOB’SI3aHE i3 WOUHO BUHUKION
mymayiero. BiporiiHicTh BAHUKHEHHS TaKO1 5K MyTaIlii BKpail HU3bKa.

3. JleranpHa 1is reHa B TOMO3UTOTHOMY cTaHi. Hampukian, y romo3urot (AA) 3a TeHOM
axoHApOIUIa3ii TsoKKI Aedopmariii ckeileTa NMPHU3BOAATH JO 3arubOeni Iioja, i BCi XBOpi 3
aXOHJIPOIUIA3i€I0 TUIBKK TeTepo3uroTHi (Aa). JleTanbHICTP TOMO3MIOT OIMCaHa TIpU
Opaximaktuiii, cuHapoMi Mapdana Torro.

4. HeroBHA IEHETPAHTHICTh T'€HA.

5. BapiroBanbHa €KCIIPECUBHICTh 3aXBOPIOBaHHS. Tak, KIIHIYHUMH O3HAKaMU CHHAPOMY
Mapdana MoxyTh OyTH acTeHIYHa CTaTypa, CKOJIIO3, MIOMis, a €JUHUM MIiHIMAJIbHUM
KIHIYHUM IpPOSIBOM MIOTOHIYHOI AUCTpOdii Moke OyTH KaTapakTra abo MOPYIIEHHS CepLeBOi
npoBigHocTi. KIliHIYHI MposSBM aBTOCOMHO-JOMIHAHTHMX CHHAPOMIB y pa3l BapilOBaJbHOI
€KCIIPECUBHOCTI Yy HAIIIAJIKIB, SIK MPABUJIO, HE 3aJIeKaTh BiJl TSHKKOCTI 3aXBOPIOBAHHS y OAThKIB 1
MOXXYTh MaTl BUPKEHICTh PI3HOTO CTYIEHS.

6. IlneloTponHiCTh — BIUIMB OJHOTO I'€éHa HA PO3BUTOK KUIBKOX O3HAK, 110 KIIHIYHO
BUSIBJISIETHCSL YPAKEHHSAM 0aratboX OprasiB.

Pusuk Hapo/DKeHHs XBOpPOi MUTHUHU B CIM’i BHU3HA4YaeTbCs TEeHOTHNOM OaTbKiB. [lpum
MOBHIM MMEHeTPaHTHOCTI T'€Ha BIPOTI1IHICTh YCMAJIKOBYBAaTH 3aXBOPIOBAHHS, SKIIO XBOPUN OJMH
13 6atpkiB (Aa), nopiBHIOE 50 %, skmo xBopi 6aThko 1 MaTH — 75 %. Skmio 6aTtbku XBOpoi
JTUTUHU 310pOB1 (TEHOTHI aa), a HApPOHKEHHSI XBOPO1 TUTHHHU TOB’s3aHE 13 MIOWHO BUHUKIIOO
MYTAIli€l0, TOBTOPHUHN PU3UK HAPOHKEHHS XBOPOi JUTHHU HU3BKUHU 1 BIATIOBINAE MOMYIISAIINHINA
Y4acTOTI JAHOTO 3aXBOPIOBAHHS

3uensieni 3 X-XpoMOCOMOIO 3aXBOPIOBAHHSI MOXYTh OyTH JOMIHAHTHUMHU 1
peniecuBHUMU. Po3TamoBaHi B X-XpOMOCOMi PEIIECHBHI I'eHH MMO3HAYAIOTh X°. 3aXBOPIOBAHHS,
3yYMOBIJICHI IUMH T€HAMHU, uacmiuie 3ycmpiuaromsca y 40106ikié (X*Y), OCKUIbKH BOHU MAalOTh
TUIBKH OJHY X-XpoMmocoMy. HapoJpkeHHsST XBOpOro CHHa, SK TpaBHIIO, TIIOB’s3aHE 3
TeTePO3UTOTHIUM HOCIHCTBOM MATOJIOTTYHOTO TeHa y Marepi. JKiHKu HalvacTile € 3J10pOBUMH
reTepo3sUroTHUMHU Hociiikamu (X*X?). Kiiniuni nposBu X-34eIeHoro 3aXBOPIOBAHHS Y KIHOK
MOJKHA MOSICHUTH KUTbKOMA MPUYNHAMH:

1. Sxmo 6Gatbko xBopuii (X?Y), a Matu Hociif reHa (X*X?), ixusa mouka Moxke OyTH
XBOPOIO TOMO3HUTOTOIO0 (X*X?). Taka cHTyaIlisi MOKe 3yCTPIYaTUCS MPH CHOPIAHEHUX NUTI00AX.

2. JKiHKM MOXYTh MaTH JIerKy (OpMy 3aXBOPIOBAHHS 4epe3 BHUIIAJKOBY IEPEBAKHY
1HAKTUBAIliI0 X-XPOMOCOMH 3 HOPMAJIbHUM JIOMIHAHTHUM reHoM (YTBOpeHHs Tinens bappa). ¥
[bOMY BHUMNAJAKy B OUIbIIIA YacTHHI KIITHH (PYHKIIOHye MYTaHTHHM T€H, IO 1 TMOSCHIOE
KJIIHIYH1 TPOSIBU XBOPOOH.

3. HasBHicTh TUIbKH OJHIET X-XpOMOCOMH, HANPUKIIa, pu cuHapomi lllepenieBcbkoro-
Tepuepa (45,X) 1 cunapomi TectukymsipHoi peminizanii (46,XY). Y 11boMy BUMAIKy PO3BUTOK
XBOpPOOH, 5K 1y YOJIOBIKiB, TTOB’SI3aHUI 3 HASIBHICTIO TUTBKU OJHOTO ayiefis MaToJIOTYHOTO reHa

JlomiHaHTHI 34enuieHi 3 X-XpOMOCOMOIO O3HaKU 3yCTPIYarOThCS y YOJIOBIKIB 1 JKIHOK.
Bix xBopoi MaTepi-reTepo3uroTH 3aXBOPIOBAHHS YCIAIKOBYIOTh 1 CHHH, 1 IOUKHU 3 BIPOT1IHICTIO
50 %. Big xBoporo 6aTbka 03HaKy ycnaakoByoTh 100 % no4ok i Hikosn — cuHu. [Ipu 6aratbox
JOMIHAHTHUX X-3UEIUIEHUX 3aXBOPIOBAHHAX IMATOJIOTIYHUN TeH Jae JeTalbHUU edekT Yy
eMOpIOHIB 4YOJIOBIYOi cTaTi (HANpUKIaa, 3aru0enb IJIOAIB YOJOBIYOI CcTaTi 3 JOMIHAHTHUM
TE€HOM XBOPOOM CHOCTEpIraeTbcs MPU CHUHAPOMI HETPUMAHHS HIKIpHOro MirMeHTy bioxa-
Cynbubeprepa).
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CnaakoBi 3aXBOpPIOBaHHS, 34eIIeHi 3 X-XPOMOCOMOI0

auecrutaszia) (305100)

Haspa 3axBoproBaHns YacTtoTta Jloxamnizanis .. .. .
" MinimMansHi AiarHOCTHYHI O3HAKH
(Ne OMIM) B [IONYJIALIT reHa
X-3uenneni peliecHBHi
Cemodpinis A — 1:2500 xnomuukiB Xq28 Tpusani KpoBOTEYi MPH TPaBMAaX, TeMapTPO3H
MNOPYLIEHHS CHHTE3Y (KpOBOBWIIHBH Y BeJIHKI Cyr7100H — KOTIHHHIA,
VIII daxropa sropranns TMKTBOBHIL, TOMITKOBOCTOITHHIT), MOJOBKEHHA
KpoBi (306700) YACY 3TOPTAHHA KPOBi
JHanvronizm (303800) B 3axigniii €spomni Xq28 HepozpisHeHHs 4epBOHOTO i 3e/1eHOr0
Omu3ko § % uono- KOIILOPIB
kiB (OMIM)
M’a3o0Ba aucTpodis Jwomenna — Xp21.2 M’a30Ba crnadKicTs NepeBakHO
(ncesporineprpodiuna) | 1:3500 xnonuukis, B [IPOKCHMAJIBHHX TpyMax M'a3iB,
Hiomenna — bexkepa Bexkepa —1:20 000 nceBaorinepTpodia M A31iB (JINTKOBHX,
(Mwomenna — 310200, XIOMYHKIB CITHMUHHX, AeTLTOMOMIOHMX i T. iH.),
Bekxepa — 300376) nigBHIIEHHS piBHA KpeaTHHpochoKiHAZH
B CHPOBATLI KPOBI

CHHIpOM pO3yMOBO] 1:2000-1:2500, Xq27.3 [TopoexeHe o0OHYYA, MAKPOTif, pO3yMOBa
BICTANOCTI 3 TAMKOID XJIOMYHKIB B 2-3 BiACTaNnicTs, y NiAMITKIB 3 4BIS€THCA MAKPO-
X-XpoMocoMOID pa3u dinelue OPXiIH3M
(309550) HI¥ TIBYATOK
Cunapom Kpicra — —_ Xql2-ql3.1 |Tnorigpos (rinomnnasis NOTOBHX 3a7103),
Cimmenca — Typena nopyueHHs Tepmoperysauil. OnirogoHTis,
(aHrinpoTHuHa winnonoaioni 3ydu. linotpuxos. Cyxa mkipa
eKTOIePMANTBHA i crH30Bi 0DOMOHKN

JomiHaHTHI 34erieHi 3 X-XpoMocoMO0

DocaT-niaber
(BiTamin-D-pesncrenthmii
PAXIT) — MOPYILEHHA
peadcopbuii ocdartis

V KAHATBLAX HHPOK
(307800)

Xp22.2-22.1

Paxit, 1m0 He ninaacTees NiKYBAHHIO
BiTaminom D. Cnmriromu paxity

3 ABIAIOTECH HANPHKIHLI 1-ro — Ha 2-My

poui kHUTTA. XapakTepHa BapycHa AedopmManisa
HIDKHIX KiHUiBoK. [inodocaTemia. [inpumie-
Huil piBeHb NyxHOI hochaTasu B KpoBi, piBeHb
KAIBIL B HOpMI

VY niarHocTHIli MOHOT€HHUX XBOP00O BUKOPHCTOBYIOTh TaKi METOJIH:

CHUHIPOMOJIOTTYHUH aHaJIi3;

— wMonekymsapHo-reHeTudHi  Metoau  ([JAHK-miarHoctuka) — rpyma
METO/IB, HAMpAaBIEHWX HAa BHUSIBJICHHS TMEPBUHHOTO TEHETHUYHOTO
nedexty

— IUTOTEHETUYHUN METOJ] BUKOPHCTOBYETHCA JUISI  JIIAaTHOCTUKHU

Huni

cuHApomy (pparimbHOT X-XpOMOCOMHU.
3aB/ISIKM YCITIXaM BCIX PO3UIIB TEHETHKHU 1 MPOTpecy TEOPETUYHOI U

KIIIHIYHOT MEIUITMHA MOXHA BIICBHEHO CTBEP)KYBaTH, IIO 0araTo MOHOT'CHHHUX
3aXBOPIOBAHb BXKE YCITIIITHO JIIKYIOTHCS.

JTOAYJAUTOPHA CAMOCTIVHA NIATIOTOBKA
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3aBIaHHA JIA caMolNepeBipKU BUXIIHOIO PiBHSA 3HAHb-BMIiHb

1. I'enni xBopoOu 00yMoOB.I€HI:

A. BTpaTOI0 YaCTUHU XPOMOCOMHOTO
MaTtepiany;

B. 30U1BIIIEHHSM XPOMOCOMHOTO MaTtepiaiy;
C. BTpatoro qBOX i OiIbIIE T'CHIB;

D. myrarieto o1HOTO TeHA.

3. [Ipu aBTOCOMHO-I0MiHAHTHOMY THITi
yCHaJAKyBaHHSI PU3MK NOSIBU XBOPOOU B
HAIIAAKIB y pa3i rerepo3uroTHoCTi
0aTbKIiB CTAHOBHUTD:

A. 100 %
B. 75 %
C.0%

D. 50 %
E.25%

5. Y poauHi, 1e 6aTHKO XBOPHii HA
remo(itiro, a MATH € TOMO3UTOTHOIO 32
reHOM HOPMAJILHOIO 3CiIaHHA KPOBi, CJIi
OYiKyBaTH HAIA/IKA 3 TAKUM FeHOTHIIOM:
. XHxH
. XHXh
XX
XY

XHyH

eslwN@Nvi =

2. Knacudikauis reHHUX XBOp0o0 MOKJIMBA
HA HmigcTaBi:

A. Thny ycnajakyBaHHS (ayTOCOMHO-
JOMIHAHTHUH, ayTOCOMHO-PEIIECUBHU,
3YCIUJICHHM 31 CTATTIO);

B. xniHiYHOT KapTHHY;

C. TUMIB reHHUX MYTAIlii, 10 JICKATh B
OCHOBI1 XBOpOOU;

D. BUALIEHOTO IEPBUHHOTO O10XIMIYHOTO
IPOJIYKTY aHOMAaJIbHOTO I'eHa.

4. Oco0JIUBOCTAMHU ABTOCOMHO-
JAOMIHAHTHOTO THMY YCNAIKYBAHHA €:

A. XBODIIOTh NEPEBAKHO YOJIOBIKU

B. XBopitoTh nepeBaxHO KIHKU

C. XBopi CrIoCTEPIraloThCs 4epe3 MOKOJIIHHS
D. XBopi cnioctepiratotbes y KO)KHOMY
MOKOJIIHHI1

E. XapakTepHa HEMOBHA MIEHETPAHTHICTh

6. SfIka 3 Ha3BaHUX O03HAK OPraHizMy
34erJieHa 3i CTaTTi?

A. CuapakTinis

B. ®eninkeronypist
C. I'imeptpuxo3

D. AxoHaporuiasis
E. Pesyc-dakrop

IIuTaHHA 10 CAMOKOHTPOJII0

Onuurite eTioNOTiI0 Ta MaTOreHe3 MOHOTEHHUX XBOPOO, 1X 4acTOTa B MOMYJISIIL.
Hagenith kinacudikaiito MOHOTEHHHX XBOPOO 1 CHHIPOMIB.

Onuurite reHeTUYHY TeTePOreHHICTh MOHOTEHHUX XBOPOO.

HaBenite 0cOOMMBOCTI KIIIHIYHOT KAPTUHA MOHOTEHHHMX 3aXBOPIOBAHb.

[Ilo Take kaTayor rexis i reHHUx XxBopooO B. Mak-K’tocika?

ocourwnE

OnuuiTh CUMHAPOMHU 3 aBTOCOMHO-JIOMIHAHTHMM THUIIOM ycCHaJKyBaHHsS: Anepa, Mapdana,
Enepca-Jlanno, ix KIIiHIKY, JIarHOCTUKY Ta JIIKYBaHHS XBOPHX.

Oxapakrepu3yiTe MOHOI'€HHI XBOPOOM 3 aBTOCOMHO-IOMIHAaHTHUM THUIIOM YCHaJKyBaHHS:
KJIIHIKY, TpeHaTalbHy JiarHOCTHUKY,

Oxapakrepu3yiTe MOHOTE€HHI XBOpOOM 3 X-34EIUIEHUM THUIIOM YCIaJKyBaHHS: M’A30BY
mctpodito JlromenHa-bekkepa, cunapom ¢pariibHoi X-xpomocomu, (ocdar-aiader,

OGTPYHTYﬁTC MPUHOHITIA J'IiKy'BaHHSI MOHOI'CHHHUX XBOp06I CUMIITOMAaTH4YHE, IMTaTOTCHCTHYHC

7.
axXOHJIPOIUIa3ito, aKpouepaToOCUHAAKTUII0, 1X
BHU3HAYEHHS T€HETHYHOTO PU3HKY.
8.
reMoQu1i0, aHTAPOTUYHY €KTOACPMATIbHY JAUCIUIA3IIO
9.
il eTioJIoT14HE.
10.  3anoBHiTH TA0AMIIO:
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HNPAKTHUYHI AYJUTOPHI 3ABJJAHHA

3aBaanns 1. OGepiTh OJHY NPABUIBHY BIAIOBIIb.

1.V niBunHKM 12 poKiB KapIUKOBICTH
BHACIIZIOK YKOPOUCHHS TPOKCUMAITbHIX
BIJUIUTIB KIHITIBOK, 130/IaKTHJIIs, JIOPJIO3 Y
MOTIEPEKOBOMY BiII1I, BapycHa aedopmartis
HWKHIX KiHIIBOK. L{eli cuMnToMOKOMILIEKC
XapaKTEPHUM JJIs:

A. Axonapomnasii

B. Extponakrumii

C. Cunapomy JlayHa

D. Cungpomy Hlepemescekoro — TepHepa
E. AnpeHoreHitaibHOTO0 CUHIPOMY

3. Miarao3 m’s30B01 quctpodii AromenHa
CTaBUTHCA HA ITICTABI:

A. Busnauenns konnentparii Na* i Cl" y mori
B. XapaktepHoi HEBpOIOTTUHOT
CUMIITOMATHKH 1 BU3HAYEHHS PIBHSA
kpeatnH(ocoKiHA3KU B CUPOBATII KPOBI

C. Pe3ynbpTaTiB riCTOJIOTIYHOTO JTOCTIIKEHHS
D. XapakrepHoro ¢peHOTHITY 1 BU3BHAUCHHS
PIBHSI TJIIKO3aMIHOTJIIKAHIB y C€4i XBOPOTO

E. 'ereanorigyHoro qOCIimKeHHs 1
BH3HAYEHHS KOHIICHTpAIlii aMIHOKHUCIIOT y
cedi i KpoBi XBOPOTO

2.V xymomunka 15 pokiB «TammHe
004U, BUCOKE «TOTHYHEY ITIAHEOIHH,
JTMKOIONI0HA TPYTHUHA, TIIEPPYXIUBICTD
cyrno0iB, MIBUIIIEHA EKCKPELisi OKCHITPOIIHY
1 rTiKo3aMiHOTIIIKaHIB 13 ceuero. Takuit
(GeHOoTUI XapaKTepHUN JUIS:

A. Cunapomy paruibHOT X-XpOMOCOMH

B. M’s30B01 nuctpodii Jlromenna

C. Cungpomy Mapdana

D. AHTiIpOTHYHOI €KTOAepMANIbHOT AUCILIa31i
E. MykoBiciinnosy

4. JInsa 1iarHOCTUKU CUHAPOMY (PpariapHO1
X-XpOMOCOMHU BUKOPHUCTOBYIOTh TaKl METO/TH:

A. CuHApOMOJIOTIYHA JIarHOCTHKA,
KaplOoTUITyBaHHS

B. Cunapomorioriyaa JaiarHOCTHKA,
oioximiuni metoam, JIHK-miarmocruka
C. I'eneanoriuauii METOI, IOPTPETHA
larHOCTHKA

D. KapiotunyBanns, JIHK-miarnoctuka,
CHHIPOMOJIOTIYHA J11arHOCTHUKA

E. CungpomMorioriyda 1iarHoCTHKa,
010XIMIYHUN METO/I, KapIOTUITYBaHHS

3aBaannsa 2. Po3B’sOKiTh cUTYyaIliiiH1 3a/1a4i:

1. V xnomuuka 15 pokiB TiNOTPUX03, OJITOIOHTIS, MIMIIONOMI0HI 3y0Ou, cyxa
IIKipa, TirnepkepaTo3 A0J0Hb. Bamr niaraos?

2. JIo MeTMKO-TeHETUYIHOTO IICHTPY 3BEpHYJIACS CiM’ S y 3B’SI3Ky 3 PO3YMOBOIO
BIJICTJIICTIO Y JBOX CHHIB. ¥ CIM’1 TaKOX JBI 370pOBi JIBUYMHKH. Y XJIOIMYHUKIB
MOJOBXKEHE  OOJMYYsA, MAaKpOTis, Makpoopximusm. SIkuii  miarHO3 €
HaWBIpOTiTHIIIAM?

3. V xjomuunka 14 pokiB BUCOKHIA 3pICT, aCTEHIYHA CTATypa, TMeppyXJIUBICTh
Cyrno0iB, IJHAKOMOAIOHA TPYJAHWHA, CIOHTAHHWA TTHEBMOTOPAKC, IiABHUIICHA
€KCKpeIIisi OKCUTIPOTIHY 1 TIiKo3aMiHOTIiKaHiB 13 ceuero. Kapiorum 46,XY. Bam
IiarHos?

3aBaannsa 3. BkaxiTe, fSKi 3 MepepaxoBaHWX TEHETUYHUX TEPMIiHIB
HalKpallle BU3BHAYAI0Th HaBEJCH1 KIIIHIYH1 CUTYaIlli:
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KniHiyHi cutyauil eHeTu4Hi

TEPMiHU
1. ¥V yonoBika HemMae peTHHOOIACTOMHU (aBTOCOMHO-IOMIHAHTHA A. JloxycHa
xBopo6a). [IpoTe Horo 6aThKO 1 1B1 JOYKH XBOPI TeTePOTCHHICTh

2. IIpu 6ynpo3HOMY emigiepModi3i (OyIb03HI 3MIHH IIKIPH 1 CIIM30BUX)
OTIHCaHi aBTOCOMHO-/IOMIHAHTHI i aBTOCOMHO-pENeCUBHI popMH

3. ®eHUIKeTOHYpiA B OUTBIIOCTI BUTIAAKIB 00OYMOBIICHA MYTAIlI€I0 TeHA
¢eninananin-4-rigpokcunasy. Y reni onucano 6inbure 250 myraniii, sxi | C. Henosna
00OyMOBITIOIOTH PO3BUTOK 3aXBOPIOBAHHS ICHCTPAHTHICTD
4. B ciM’i y OaTbKa TUIIOBA EKTPOAAKTHIIIS 3 YPAKEHHAM TUIbKM NIPABOT | D AjenbHa
KHCT1 (KUCTh Ma€ (pOpMY «KIIIIIHI pakay), y T0UKH YpaKeH1 HOTUPH
KIHITIBKH _
5. Tpu pi3Hi 3aXBOprOBaHHs (CHiHATBHO-0yI0apHa aMioTpOdist E. AnenbHi cepif
KenHneni, cuHapoM TeCTUKYISIpHOI pemiHi3alii 1 o1Ha 3 popm
0€3IUTITHOCT1 Yy YOJIOBIKIB) 00OYMOBIIEHI PI3HUMHU MYyTAaI[iIIMU OJIHOTO 1
TOTO JK TeHa — I'eHa, 10 KOJye perentop 1o anaporeHis (Xql1.2-012)

B. BapitoBanpHa
EKCITPECUBHICTH

reTEePOreHHICTh

3apnannsa 4. CknagitTh IJIaH OOCTEKEHHS XBOPOTO 3 HAMOUIbII
MOIMPEHUMU MOHOTEHHHMHM XBOPOOaMH aBTOCOMHO-JIOMIHAHTHOTO THITY
yCHaKyBaHHS.

OcHoBHa JiiTeparypa:

1. Menuuna reneruka: [linpyunuk as By3iB / B. M. 3anopoxan, 1O. 1. baxopa, A. B.
[lIeBenenkoBa, M. M. YecHokoBa. Oneca: Onec. epx. Mexa. Yu-t, 2005. C. 51-72.

2. Meauuna reneruka: [linpyunuk / 3a pen. un.-kop. AMH VYkpainu, npod. O. f. ['peuaninoi,
npod. P. B. boratupsoBoi, mpod. O. I1. Bonocosus. Kuis: Meaununa, 2007. 536 c.

3. Kiununyeckas renetuka. YueOHOe mocodue K mpaktudeckum 3ausatusM / baxopa 1O. U.,
[lesenenxoBa A. B., Kusan 3. H. u ap. Ogneca: Onec. roc. mea. yu-T, 2001. C. 36-50.

JlomaTkoBa:

1. bouxoB H. II., Ily3eipeB B. Il., Cmupnuxuna C. A. Knunuueckas reHetruka. 4-e usn.,
nepepabd. u gon. M.: I'DOTAP-ME/], 2011. 592 c.

2. MenunuHckas renetuka: YueOHuk / Komn. ABT.; mon pen. wi.-kop. AMH Vkpaunsl, npod.
E.fl. I'pevanunoii, mpo¢. P.B. boratsipeBoii, mnpod. A.Il. BomocoBa. K.: BCU
«Memununay, 2010. - 552 c.

32



IIpakruyne 3anaTT Ne S

«MOHOI'EHHI XBOPOBH 3 AYTOCOMHO-PEHECUBHUM THUIIOM

YCITAIKYBAHHSA. CITAIKOBI XBOPOBH OBMIHY »

Iii 3aHATTS:

3arapHi iJTi: 3HATH €TIONOTiI0, MAaTOTeHe3, KiTacu(ikaIlito, MPUHIUIN JIarHOCTUKH Ta
JTIKyBaHHS MOHOTEHHHX XBOPOO.

Buxosui 1uni:

- crpusatd GOpMyBaHHIO NPO(UIAKTUYHOTO MHUCIIEHHS! MallOyTHHOTO JIKaps

- 3BEpHYTH yBary Ha JICOHTOJIOTTYH1 ACIIEKTH, K1 BAHUKAIOTh IPU MEJUKO-
F€HETUYHOMY KOHCYJIbTYBAaHHI POJMHHU Y 3B S3KY 13 pELIECUBHOIO MOHOT€HHOIO
MATOJIOTI€I0

3.3. KoHkperTHi mifi:

SHamu.

—  0cobnUBOCMi AYMOCOMHO-PEYECUBHO20 MUNY YCNAOKY8ANHSL,
—  3a2a7bHI CUMNIMOMU CRAOKOBUX X80POO 0OMIHY, NPUHYUNU OIASHOCMUKU KITHIKY, 2eHEemUK),

O0Ia2HOCTUKY (heHIIKeMOnYPIL, MYKO8ICYIO03Y, 2INomupeosy, a0peHo-2eHIMAIbHO20 CUHOPOMY

—  emionoaiio 1i30COMHUX XB0POO HAKONUYEHHS, 0COOIUBOCMI KITHIKU [ NPUKIAOU
—  3a2anvHi NPUHYUNU OIASHOCIMUKU [ JIKYBAHHS CNAOKOBUX X80p06 00MiKYy, peabinimayii i

coyianvhoi adanmayii Xopux.

EMIMu:

— guasumu npu 300pi aHamHesy ma 06CMeAHCeHHi X80Po20 CUMNMOMU CNAOKOBO20

NOpYyUieHHs 0OMIHY PeHOo8UH, A MAKO}C NPOAHANIZY8AMU Pe3YIbmamu 00CmMedCceHH s
X80pP020 HA MYKOBICYUOO03 | (heHiIKeMOHYPIFo.

3MicT TEeMHU.
OSHaKI/I aYTOCOMHO-pCI_IeCI/IBHI/IX 3aXBOpIOBaHI> BUABIIAKOTLCS (beHOTI/IHi‘lHO Ti.]'IBKI/I B

TOMO3UTOTHOMY CTaHi. XBOp1 MalOTh T€HOTHUII ad, 310poBi — AA abo Aa.

[98)

Z[J'Iﬂ AYTOCOMHO-PCUCCUBHUX 3aXBOPIOBAHb XaPAKTEPHE TAKEC:

. 3BUYaiiHO OaThbKM XBOPOi TUTHHH 3J0POBI 1 MPOCTIAKYBATH MEpeaady 3aXBOPIOBAHHS 3

OKOJIIHHS B HOKOJIIHHS HEMOYKJINBO.

. 3 pIBHUM CTYIEHEM BIPOT1IHOCTI XBOPIIOTh YOJIOBIKH 1 )KIHKH.
. JliTH 3 piAKICHUMU 3aXBOPIOBAHHSAMH HApOKYIOThCS YacTillle B COPIAHEHUX Opakax abo

y BIIHOCHO HEBETUKHUX 130JIbOBAHUX MOMYIAIIAX.

. SIK TIpaBHJI0, CLIOCTEPIra€ThCs MOBHA MIEHETPAHTHICTh I'eHAa 1 Bapilor0Ua eKCIIPECHBHICTD.
. Pu3uk Hapo/KeHHsI XBOPOi AUTHHHU B CIM’1 3aJ€KUTh BiJl T€HOTUITy OaThKiB. 310pOBi

0aTbkM XBOPOi JUTHHHU € T€TEPO3UTOTHHUMH HOCISIMU TATOJNOTiYHOTO reHa (Aa). Pusuk
HapOKEHHsI XBOPOi IUTHUHM B Takii ciM’1 cTaHOBUTH 25 % MpH KOXKHIN BaritHoOCTI. SIKIo
OJIMH 13 0aThKIB CTpa)<Ja€ Ha ayTOCOMHO-PELECHBHE 3aXBOPIOBaHHs (aa), a Ipyrui
3nopoBui (AA), TO BCi IITH 370pPOBi, aje € TeTepPO3UrOTHUMM HOCISIMU PEIECHBHOTO
NaTOJIOTTYHOTO TeHa.

Cepen 3aXBOpIOBaHb 3 TaKUM THUIIOM YCIAJKyBaHHsS € IMPHUPOJDKEHI BaJd PO3BUTKY,

CMaJKOBI XBOPOOM OOMiHY, pi3Hi CHaaKoBi (OPMH TIYXOHIMOTH, CIIMNOTH, HEPBOBO-M S30Bi
3aXBOPIOBAHHS Ta iH.

[lpuknanu aymocommno-peyecusnux 6ao pozeumky — aHodTanbMis, Mikpouedanis,

roJonpo3eHuedanis.
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Cnaokoei xeopoou oo6miny peuosun (CXO) — HalWUHCICHHINIA Tpyna ayTOCOMHO-
pELeCUBHUX 3aXBOPIOBaHb. BUIbIIICTh — (hepMeHTOMATIi, TOMY 10 TOB’S3aHi 3 MYTalli€l0 TEHIB,
10 KOJYIOTh (pepMEHTH, MOXKYTh OYTH TMOB’s3aHI TAaKOX 3 MOPYLUICHHAM CTPYKTYPH KIITHHHUX
pelenTopiB 1 KaHATIB, TPAHCIIOPTHUX OUTKIB, IMYHHOTO 3aXUCTY, CHCTEMHU BUAUICHHS KIHIIEBUX
npoAykTiB Merabonismy. llpum depmeHTOnarisx y rerepo3uror cuHTe3yerbes a0 S50 %
(dbepMeHTy 1 IBOTO JOCTaTHBO s 3abe3meueHHs (PyHKIl, ToMy OUTBIIICTE (epMeHTOnaTii
YCIaIKOBYETHCSI SIK PELIECHBHI 3aXBOPIOBaHHS (ayTOCOMHO-peIecuBHI ab0 34eruieHi 3 X-
xpomocomoro). CXO, 1m0 noB’s13aHi 3 MOPYHICHHAM OyIOBU CTPYKTYPHUX OUIKIB, MOXKYTh OYyTH
pelecCuBHUMHU 1 JAOMIHAaHTHUMH. ICHYIOTH pi3HOMaHiTHI Kiacupikamii CXO — 3a TUnomMm
CMaJKyBaHHA, 32 XapaKTepOM METa0O0JIIYHUX TOPYIIEHb, 32 KIHIYHUMHU MPOSBaMH Ta iH., ajie
’KOJTHA 3 HUX HE € BUUEPITHOIO.

Tax, 3a IPUHIMIIOM NPOBITHUX MOPYILIEHb OOMIHY PEYOBHUH, BUJIUISIIOTh TaKl TUIIH:

1. IlopymieHHs: OOMiIHY aMIHOKUCIOT (aMiHOAUUAypii) — PEHUIKETOHYpIs, TOMOILUCTEHYPIs,
anbOIHI3M, aJIKANTOHYpIs Ta 1H.

2. TlopymuieHHs 0OMiHY BYIJIEBOJIIB — T'aJlaKTO3€Misl, TIIKOT€HO3H Ta iH.

3. IlopymenHst oOMiHY JIMiAIB — JIMIA03M IUIa3MaTUYHI (CIMEiHa rirnepxosjecTepuHeMis) 1
JMII03U KIITHHHI — TaHTmio3u103u (xBopooda Tes-Cakca), iepedposuiosu (xsopoda [omre). ..

4. TlopymieHHs oOMiHY MypHHIB 1 MipUMITUHIB — cuHApoM Jlema-Hixana, okpemi popmu
MoJIarpy Ta 1H.

5. TlopymeHHs OOMIHY aMOHIEBHUX CHOJYyK — JeQIUUT OpHITMHTpaHCKapOamiiasy,
rinepapriiiHeMis.

6. [TopymenHst 0OMiHy OPQIpUHIB — TOCTpa IHTEPMITYIOUA MOPPipis Ta iH.

7. Iopymennas Ounipy6iHOBOTO 00MIHY — cuHApomu JlyOina-J/[»xoncona, Kpirnepa-Haiispa

8. TlopymieHHs OOMIHY OpraHiYHUX KHCJIOT (OpraHiddi amuaeMii) — TPOITIOHOBA,
METHJIMAJIOHOBA, 130BajiepiaHOBA Al IEMIi.
9. Tlopymenns oOmiHy wMertaniB — xBopoba Binbcona-KonoBamoBa (0OMiH Minmi),

remoxpomaTo3 (0OMIH 3aj1i3a) Ta iH.

10. IlopymieHHsT cMHTE3y TOPMOHIB — TIMOTHPEO3, MPUPOIXKEHA Tiepruiasis HaJHUPKOBUX
3aJ03.

11. CnagkoBi xBOpoOM OOMIHY CHOJIYYHOI TKAaHMHM — MYKOIIOJIICaxXapHJI03H, XBOpoOa
Mapdana, cunapom Enepca-Jlanmo ta in.

12. ITopymieHHst TPAaHCTIOPTY XJIOPHUIIB — MYKOBICIIHJIO3.

13. CXO TpaHCIIOPTHHX CHCTeM HHPOK (TyOynomarii) — MOUCTHHYpIsA, Biramid-/I-
PE3MCTEHTHHUH paxiT Ta iH.

14. CrragkoBi reMoriio0iHoOIaTil.

15. JlizocomHi XBOpOOU HAKOMTUYEHHS — MYKOIIOJIicaxapua03H, CPIHTOIIMig03H.

16. I1epokcucomui xBopoou — xBopoOa IlenpBerepa.

17. MiToxoHApiaabHi1 XBOPOOH.

18. Cnaaxosi imyHoedinuTHi ctanu (CXO neiKouuTiB 1 1iMEOIUTIB).

19. CXO eputpoHy — IreMOJIITHYHI aHeMii, HeIOCTATHICTh TIIIOK030-6-pocdaTaerigporesasu
Ta iH.

20. CXO UUTyHKOBO-KUIIKOBOTO TPAaKTy — CHHAPOM ManbabcopOllii mpu HEIO0CTaTHOCTI
Jicaxapusas Ta iH.

3a kniHiuHuME nposgBaMu CXO MOXyTh OyTH MiAPO3/UIeH] TAKUM YHHOM:
— Helpo-M’s130Bi;

— €HJIOKPUHOMATIT;

— TICYIHKOBI,

— CHOJIYYHO1 TKaHUHU;

— KUUIIKOBI1 (CHHPOM MOPYLIEHOTO KUIIIKOBOTO BCMOKTYBaHHS);
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— epUTPOIUTAPHI (TeMOTI00IHOMIATIT);
— iMyHOIeDIIHTH;

— pemnapauii JJHK;

— JI30COMHI — XBOPOOH HAaKOTIMUCHHS;
— MITOXOH/IpiaJibHi;

— MEPOKCHCOMHI.

[laTorene3 QepmeHTOMATI CKJIAAAETHCS 3 KUIBKOX JaHOK. Y pa3i BiACYTHOCTI abo
3HIKEHHI aKTUBHOCTI (DEpPMEHTY, 1110 TIEPETBOPIOE pedoBHHY A Ha B, cioctepiraerbes:

1. Hakommuenust cyoctpaty A. Hammmoxk cyOcTpaTy BHSABISETBCS B KpOBi, cedi abo
HaKOMMYYETHCS B KJIITHHAX 1 TKAHUHAX.

2. 30UIbIIEHHS KUIBKOCTI IHIINX MeTabomiTiB cyocTpaty A (merabousitu D, E), 1 mosBa
HOro aHoMaJbHUX METa0O0ITIB, K1 TAKOXK MOXYTh BUSIBIIATHCS B c€4l 1 KPOBI.

3. bpak HopManbsHOTrO MeTabomity B 1 #ioro noxigaux (C).

4. IlopymieHHs B CyMDKHUX METa0OJIYHUX NIIAXaX Yepe3 3MIHY KOHIIEHTpalliii pe4oBUH
A 1B (B nanomy Bunaaxy — nopyuieHss peaxuii F—G)

3aneXHO BiJ TOrO, Ha SIKOMY eTari OJIOKYeTbCS METa0OJIUHUN MUIAX, MOMIJIMBHUN
PO3BUTOK PI3HHUX CMAJIKOBUX XBOPOO OOMIHY.

Hiaraoctuka CXO 3a KIIHIYHUMH O3HaKaMHU CKJIAgHA, OCKUIBKM KIIHIYHA KapTHHA
CHaJKOBUX XBOpoO 0OMiHY moiimMopdHa 1 nepekpuBaerbcs. Tounuit miarHo3 CXO MoxHa
BCTAHOBUTH 3a JONOMOTOI0 JIAOOPaTOPHUX METOAIB (CKPUHIHTOBI O10XIMI4HI 3 MOJAJIBIINM
YTOYHEHHSM JiarHo3y). OHaK Npu pi3HUX CHAJKOBUX MOPYIIEHHAX METaboji3My € 3arajibHi
CUMIITOMH, SIK1 TO3BOJISIOTH 3aMi03PHUTH IO TPYITY 3aXBOpIOBaHb. L{e Taki cuMnToMu.

3arajibHi CHMIITOMH CHAJAKOBHX MOPYIIeHb 00MIHY pe40BHH.

A) Mani anamnesy

1. V cimeitHOMY aHAMHE31 cMepmb dimetl 8 paHHbOM) Giyi.

2. Hopmanvhuii nepebic 1iei eacimumocmi. Jlithn, sSK TpaBUIO, HAPOKYHOTHCS
JOHOIIEHUMH 1 310poBUMHU. Lle moB’s13aH0 3 KoMIeHcalieo JedeKTy PepMEHTHUMU CUCTEMaMHU
Marepi.

3. BimmitHOoro oco6muBicTI0 CXO CIYXHUTh HAsA6HICMb 0OE3CUMNIMOMHO20 Nepiody
(3anmexHO BiN 3aXBOpIOBaHHS Bij 2—3 AHIB J0 KUIBKOX poKiB). Ile MOB’s3aHO 3 MOCTYNOBUM
HAKOMUWYECHHSIM MATOJIOTIYHUX 3MiH 1 1X ()EHOTHUIIIYHUM IMPOSIBOM IIiCIIsl IEPEBUIIIEHHS IEBHOTO
IIOPOTOBOTO PIBHSL.

b) Kniniuni o3naku

1. Osunaku ypaosicenns nepeosoi cucmemu. CyqoMH HESCHOTO TEHE3y, emi30/au
HETIPUTOMHOCTI Ta IHIIA HEBPOJIOTIYHA CHMITOMAaTHKa (MJIABICTB, APATIBIWUBICTh, TiMO- 1
rinepToHyC M’si3iB, MISIBE€ CMOKTaHHS Ta 1H.) CIOCTEPIraloThCA IMPH aMIHOALUIYPIsX,
MOpPYIIEHHI OOMIHY OpraHi4YHMX KHCIOT. MOXYTh 3ycTpiduaTucCs aTeTo3u, arakcii Ta iH.
HEBPOJIOTTYHA CUMIITOMATHKA.

2. 3ampumka ncuUxoMoOmopHo20 pO36UMKY Yy JIITeH paHHBOIO BIKY, pO3yMOBa
BIICTANICTh Yy CTapIIMX XapakTepHi I aMiHoauuAypid (¢eHiTkeToHypii), XBOpPOO
HaKOMMYEHHs (MYKOIOJIICaXapu103iB), Ui TIMOTUPEO3y, MOPYIIEHHS OOMIHY BYIJIEBOJIB
(ranmakro3zemii) Ta iH. J{1s1 XBOpoO HAKONMUYEHHS XapaKTepHa BTpaTa HA0YTHX HABUYOK.

3. Peyuousyioui nanaou onoeanns, oiapes, IOpylIeHHs NpuOaBku MacH. bitoBaHHS i
alM03 IMICNIs TMOYaTKy rOJyBaHHS TPYIHUM MOJIOKOM a00 MOJOYHMMHU CyMIIaMH MOXYTb
BKa3yBaTH Ha IMOPYIIEHHsS MeTa0oJi3My aMIHOKHCIOT abo BYIJIEBOAIB (TaJaKTO3eMis).
JlucrienTHYHi po3J1ad MOXKYTh 3’ SIBIIATUCS IICHIS BBEJICHHS HOBOTO MPOJIYKTY XapuyBaHHS.

4. Hezsuuatinuii 3anax ceui i nomy. llg 03Haka XapakTepHa JUId aMiHOAUMIYPiA 1
MIOB’s13aHa 3 BUBEACHHSM 13 C€YEI0 1 IOTOM aHOMAaJbHUX METa0O0MITIB:
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Tabnuys
He3suuaiinumii 3anax cevi Npu cnajKkoBUX XBOPo0ax 00MiHy

MpupoaxeHi nopyLeHHss meTaboniamy 3anax ceui
DEHUIKETOHYPIs Mumiauunii 3anax
XBopoba KJICHOBOTO CUPOITY (JteiiiHO3) | 3amax KJI€HOBOTO CHUPOITY
(mopymeHHst 0OMiHY JICHITUHY, 130JICHITNHY, BaJTiHY)
Tuposunemist 3ripkinuii puOHMIA a00 KaIyCTsHHIA

(«KHIIISTYOT KalyCTH»)
[30BanepianoBa amuaeMis (3 JEWLIMHY YTBOPIOETHCS | 3amax MITHUX HIr abo cupy

3aMiCTh 3-MEeTUIKPaTOHOBOT 130BasiepiaHOBa

KHCJIOTA)

MasbaOcopOI1isi METIOHIHY KanyctsHuii abo MpoKKUCIIOro nuBa
[3-METWIKPOTOHUINTIUHYPIS KoTsuoi ceut

[{uctinypisi, TOMOIUCTIHYPIS CepHuctuii

5. Hezsuuatinuti konip ceui. Hanpuknan, mpu aJKanToHYpii ceda TEMHIE MPU CTOSIHHI,
npu mnopodipii ceya dYepBoHa ab0 KOPUYHEBA; IMpPH CHAJKOBHX JAe(eKTax TpaHCIOPTY
TpunTodana — OIaKUTHA; TP METTEMOTJI00IHYPIl — KOPUUHEBA; IPH JIMiAYpil — MOJIOYHO-OLIA.

6. 3minu eonocca i wiKipu — CXWIBHICTb IO TONPUIOCTEH, AEPMATHUTIB, MOPYIICHHS
MirMeHTaIii.

7. I'enamo- i cnienomezanis MOXKIIUBA IPU XBOpoOaxX HaKOMUYEHHS (TJTIKOT€HO3H), KOJIU
MeTa0OJIITH BIIKIANA0THECA B KIIITUHAX IIEYIHKY 1 CEIE31HKH.

8. Biocmasanns 6 3pocmi XapakTepHe JUIsl MYKOBICITUA03Y Ta IHIIUX MOPYIICHh OOMIHY
pedoBuH, nedopmaliis ckenera (MyKOTOTicaxapuao3u).

9. Kamapaxma — oyiH 3 CAMIITOMIB TaJIaKTO3€Mii, MyKOTIOJTicaxapu03y.

10. Ilpuenyxysamicmo (MyKOTIOJIiICAXapHI03).

B) Jlabopamopni noxaznuxu

1. Ayu0o3 3 aHIOHHHM MPOBAJIOM PO3BUBAETHCS MIPH AMIHOAMIYPIsAX.

2. [linepamoniemis 3BUYAMHO TIOB’sI3aHa 3 TIOPYIICHHSIMH OOMIHY CEYOBHUHH 1
OpraHiYHUX KHUCIIOT.

3. Criiiki BIOZXWICHHS BiJi HOPMH IHIIMX TOKa3HHUKIB — 2inoaiikemis, KemoHypis,
MMO3UTHBHA PEAKI(IS CEYl Ha PEAYKYIOUl PEUOBUHH, 2inepoinipyoinemis.

Tabauys
3minu J1abopaTopHux nokasHukis npu CXO
3MiHN nabopaTopHUX NOKa3HUKIB CnapgkoBi xBopo6u 0OMiHY

A1H103 3 aHIOHHHM TPOBAJIOM Aminoanmaypii

INnormikemist [Topymienus BYTJIEBOJHOTO oOMiHYy,
OpraHivHi aruaeMii, JICHIIMHO3

I'imepamoHieMist OpraniyHi anuaeMii, MOPYIIEHHS CHUHTE3Y
CEUOBUHHU

Peaykyroui pe4OBHHH B cedi ["anakro3eMis, ppykTozeMis

Ocrarounuii giarHo3 CXO MoKHa BCTAaHOBHUTH 32 JIOTIOMOT'0F0 J1a00paTOPHUX METOIB.

XBOpOOM HAKONMUYEHHS
Lle rpyna ¢epmeHTonartiii, Npu SIKUX NOPYIIYETHCS KaTaboJIi3M BHCOKOMOJIEKYISIPHUX
CMOJYK. MaKkpoMOJIEKyNH, 110 B Pe3yJlbTaTi He PO3LIEHHIUCS, BIIKIAJAIOThCs B KIITHHAX 1
MDKKJIITHHHIA pe4OBHHI PI3HUX TKAHUH 1 OpraHiB, MOPYLIyI0YH iX (QyHKLI0. Y TOMY BHUIAJKY,
KOJIM TOpYIIEHHsI KaTaboyi3My OOyMOBJIEHE MyTallisiMU TI'eHiB (PEpMEHTIB J1i30COM, XBOPOOH
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HA3UBAKOTh JII30COMHUMHU.

XBOpoOM HAKOMUYEHHS XapaKTEPU3YIOTHCS MPOrPEAIEHTHUM

nepediroM, BEJIMKOI0 TSDKKICTIO, ITBUIKOIO IHBATIU3AIIIEI0 1 PAHHBOIO CMEPTIO.

XBOpoOU HAKOMMWYEHHS KJIACH(IKYIOTHCS 3aI€KHO BiJ aKyMyJIbOBAaHHUX MaKpPOMOJIEKYII.

Jlo xBOpoO  HaKONMHYEHHS

HaJICKaTb

MyKoTmoJlicaxapuio3u  (MOpymeHHs  OOMiHY

TJIIKO3aMIHOTIIIKAHIB), TIIKOTEHO3HW (MOPYIIEHHS KaTaboii3My TIIKOTEHY) 1 ChiHTOImigo3u

(mopymeHHst 0OMiHY C(IHTOMIIIIIB).

3aBraHHA IS caMoINepPeBipKU BUXITHOT 0 PiBHA 3HAHb-BMiHb

1.BkaiTh IMOBIpHicTH HAPOIKEHHSA
XBOPOI IMTHHH Y NOAPYAKAKSA, IKi MAIOTH
AUTHHY XBOPY Ha (eHIIKeTOHYPiI0:

A) 50%;

b) 6mm3bkuit 0%;

B) 75%;

I') 25%.

3. IMoBipHicTH HApPOXKEHHS XBOPOI
AMTHHHU B ciM'l, B AKiil MATH XBOpAa Ha
(peninnkeronypiro, a 6aTbKO €
reTepo3UrOTHUX HOCIEM reHa
(peninikeToHypii, CTAHOBUTH NPHOJIU3HO:
A) 0%;

b) 25%;

B) 50%;

I') 75%.

5. IMOBipHICTH HAPOXKEHHSI XBOPOIL
JUTHHH B ciM'i, B s1Kiii 000€ 0aTBHKIB €
rOMO3MI0TAMM 32 TeHOM (peHLIKeTOHYPil
CTAHOBUTH:

A) 25%;
b) 50%.
B) 0%:;
') 100%;

7. Ha3BiTh THII yCIaAKYBAHHS
MyKoBicumn03y (kicrodioposy
NiJNUTYHKOBOI 32J103H):

A. AyTOCOMHO-peLIECUBHUM.

b. AyrocoMHO-IOMIHAHTHHIA.

B. 3uennenuii 3 X-XxpoMOCOMOIO
pEeLIECUBHU.

I'. 3uennenwnii 3 X-XpoMOCOMOO
JOMIHAHTHHUM.

. MynbTrdakTopiaibHbIH.

2. SIki 3aXBOpPIOBAHHS MOKHA
AiarHOCTYBaTH 32 I0NIOMOI'0I0 MeTO/iB
JHK-giarnocTukm:

A) anpeHOreHITaJIbHUN CHHIPOM;

b) cunapom Mapdana;

B) dbeninkeronypis;

I') cepniononiGHO-KIIITHHHA aHEMIS.

4. ImoBipHicTb HAPOJKEHHSI XBOPOI
JMTUHHU B CiM'l, B IKiil MaTH XBOpa Ha
MYKOBicLIM/103, 2 0aTbKO rOMO3MI0TA 32
AOMIHAHTHHUM aJjiejieM, CTAHOBUTD:

A) 50%;

b) 0%;

B) 25%;

') 100%.

6. lo MeTUKO-TeHEeTUYHOT0 IIEHTPY
3BEPHYJIMCS ABOE 3I0POBUX MOJIOIUX
0aTbKIB, epIIA JUTHHA AIKUX HAPOINJIACSH
3 MykoBicuuao3zom. HaiBiporignimmii
BHCHOBOK JIiKapsi-TeHeTHUKA NP0 PU3UK
HAPO/’KEHHSI IHIIOI XBOPOI IMTHHM:

A. Ilpaktuuno 0 %, OCKUIBKH 1€ €
pe3yapTaTOM HOBOT MYyTallii.

b. 25 %.

B. 50 %.

I'. 50 % Bcix cHHIB.

8. /i1 npupozKeHUuX mopyueHb 0O0MiHy
pedyoBuH ((pepMeHTONATII) XapaKTepHi BCi
KJIIHIYHi 03HAKH, OKPIM:

A. He3Buunuii 3amax cedi i OTYy.

b. ConmuBicTh, 3aralbMOBaHICTh, OJIOBAHHS
y JUTUHU PaHHBOTO BIKY.

B. 3arpumMka po3yMOBOTO pO3BHUTKY.

I'. MHOXWHHI Baii PO3BUTKY

. Cynomu.
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IIuTaHHA 1151 CAMOKOHTPOJII0

1. Maiite 3aranbHy XapaKT€pUCTUKY MOHOT€HHHUX 3aXBOPIOBAHb 3 ayTOCOMHO-
PELECUBHUM TUIIOM yCHaJKyBaHHS.

2. Onuiuith ayTOCOMHO-PELECHUBHI BaJd PO3BUTKY —
Mikpo1iedaiito, roJonpo3eHuedaito.

3. HaBenith cydacHy kiacudikaiiio CIaJKOBUX XBOpoO 00OMiHy. 3arayibHi
cumrnromu CXO.

4. CnaakoBi xBopobu o00MiHYy amiHOKUCIOT. DeHinkeToHypis. Yactota y
NOMyJAIi, KIHIYHI GOopMHU ¥ BapiaHTH, TUIU MYyTalliid, HaTOre€He3, TUIIOBA
KJIIHIYHA KapTHHA, MapakiiHIYHI Ta Ja0OpaTOpHI METOAM JIarHOCTUKH,
JIKyBaHHS, IPOTHO3, pealduIiTallis, colliajibHa alanTailis.

5. CrnaakoBi XBOpoOH 0OMIHY BYTJIEBO/IIB: TAJIAKTO3EMisl, TJIIKOT€HO3H.

o Taxe ni3ocoMHi XBopoOu HakonuyeHHs? [Ipuknaam.

7. IlpyHUMNU A1arHOCTUKU CHAJKOBUX XBOpOoO oOMiHy. bioximiuyHuit meTo.
IlokasanHs 10 OIOXIMIYHOIO HOCIIIHKEHHS IS JIAarHOCTUKHU CIIAJKOBHUX
3aXBOPIOBAHb.

8. IlpuHuunu diKyBaHHS CIHAJKOBUX XBOpoO o00MmiHy: CumnTomMaruyHa 1
naToreHeTU4YHa Tepamisi. [eHHO-1HKEHepHI MiAXOAW 10 JIIKYBaHHS
CHa/IKOBUX XBOPOO.

9. TlpuHIMNM TpeHaTadbHOI JIarHOCTUKH CHAJKOBHX XBOpPOoO OOMIHY.
Menauko-reHeTHYHe KOHCYJIbTYBaHHS.

10.3aranpHa XapakTepUCTHUKA 1 Kiacudikallis MITOXOHAPIAIBHUX XBOPOO.
[Tpuxiagu MITOXOHApIATBHUX 3aXBOPIOBaHb. lIpMHIMNU MIarHOCTHKU Ta
JTIKYBaHHS.

aHO(TaJIBMIIO,

o

MNPAKTUYHI AYAUTOPHI 3AB/IAHHSA
3aBaanns 1: O0epiTh OJHY NPABUIBHY BIATIOBIIb.

1. 1o XxBOpoO HAKOTIMYEHHS HAJICKUTD: 2. 3 SIKOI0 4aCTOTOIO HAPOKYIOTHCS JIITH 3

A. OeHUTKETOHYDIS. MYKOBICIIH030M:
B. MykoBicuu1o3. A. 1:70;

C. l'imotupeos. B. 1:1600;

D. Myxkomnonicaxapuaos. C. 1:6800;

E. AapeHo-TeHITalIbHUI CHHIPOM. D. 1:20000.

3. Jliss MyTaHTHOTO T€Ha MOHOTE€HHOTO
3aXBOPIOBAHHS MPOSBISAETHCA:

A. TUIbKY KIIIHIYHUMH CUMIITOMaMU;
B. Ha xiiHIUHOMY, OlOXIMIYHOMY 1
KJIITUHHOMY PIBHSX;

C. TiIbKM HA EBHUX eTarax 0OMiHy
PEUOBHH;

D. Tinpku Ha KJIITHUHHOMY PIBHI.

4. MyKOBICIIMI03 1IaTrHOCTY€ETHCS Ha
MiACTaBI:

A. GI0XIMIYHOTO aHaNi3y cedi 1 KpoBi;

B. manux orisay okymicToM, Kap1ioJIoroM i
MapakIiHIYHUX METOMIB TOCTIIKEHHS;

C. KIHIYHUX CUMIITOMIB, JOCHTIIKEHHS
KoHIeHTpartii ionis Na* i CI" B moTi;

D. xapakTepHUX KIIHIYHUX CUMITOMIB,
JIAHUX eJeKTpoMiorpadii Ta BU3HAUCHHS
piBHs KpeaTuH(OCHOKIHAZK B CUPOBATIL.
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5. 3 mepmux THXKHIB KHUTTSI KIITHIYHO
MaHidecrye:

A. ®@eninkeronypis.

B. I'anakroszemis.

C. Mykomnosicaxapuaos.

D. Coinromnininos.

E. XBopo0Oa Binbcona-Konosanoga.

7. Y HOBOHAPOKEHOT TIBUNHKHU
repmadpoauTusM (rinepTpodist KiaiTopa),
OJIFOBaHHS, JIETiIpaTallis, TInepKaTieMis i
rinoHapTieMis. [[s SKOTO CmagKoBOTO
3aXBOPIOBAHHS XapaKTEPHUM TaKUI
CUMITOMOKOMILJIEKC?

A. Axonaporutasii.

B. ExTponaktumii.

C. Cungpomy [layHa.

D. Cunnpomy llepemeBcrkoro-TepHepa.
E. AapeHo-TeHITaITbHOTO CUHIPOMY

9. I'py6i pucu oO6nmuyus, Kipockoios,
nedopmartisi TpyaruHA, TYTOPYXIUBICTh
cyrio0iB, KaTapakTa, MiABUIIICHHS EKCKpeIil
ITIKO3aMIHOTITIKAHIB 3 CEYCH0 XapaKTepHi
TSI

A. Mykomnoricaxapuiosy.

B Axonaporasii.

C. Cungpomy (pariibHOT X-XpOMOCOMH.
D. ®eninkeronypii.

E. Heiipodidbpomarosy.

11. YV nuTuHM penuarMByoda MHEBMOHIS,
PSACHE CMEp/II0ue BUIIOPOKHEHHS, 3aTPUMKa
pocty. Lleit CHMIITOMOKOMIIIEKC
XapaKTepHUH 1Js:

A. ®eninkeToHypii.

B. MyxkoBicuuao3sy.

C. I'imoTtupeo3sy.

D. AnpeHo-TeHITalIbHOTO CHHAPOMY.
E. Cunnpomy Mapdana.

6. DeHITKETOHYPIs — OJHE 3 BPOIKEHUX
HOpYIIEHb OOMiHY aMiHOKHUCIIOT. SIke TBepI-
KCHHS CIIPaBEIIUBE JUTSI 3aXBOPIOBAHHS?

A. 1le ayTocOMHO-IOMiHAaHTHE
3aXBOPIOBAHHS

B. XapakrepHa rineprirMeHTaIis.

C. PanHe npu3HayeHHs MIETU (HA IEPLIOMY
MICSIII1 KHTTSI) I03BOJISIE 3aMIO0IITH 3aTPUMKY
PO3yMOBOI'O PO3BUTKY.

D. Yacro cnioctepirarotbes MpUPOIKEH1 Bau
PO3BUTKY.

E. Ilepmii cuMntoMu 3aXBOpPIOBaHHS
BUSBJIAIOTHCS B IEpIy 100y micis
HapOJHKEHHSL.

8. IIporpecyroua Bipuiizarlisi, IPUCKOPEHUI
COMaTUYHUI PO3BUTOK, MiIBUILIEHUH PIBEHb
TOPMOHIB KOPY HaIHUPKOBHUX 3aJI03
XapaKTepHI JJIs:

A. MykoBicin103y.

B. AnpeHo-TeHITaaTbHOTO CHHIIPOMY.
C. Cunapomy Knaitndenbrepa.

D. Cunapomy Mapdana.

E. AxporedanocuHiakTuIii.

10. ¥V 4onoBika 63T HICTh, a300CIIEPMIsl.
[Tpu ssKOMy MOHOT€HHOMY 3aXBOPIOBaHHI
MOJKe OYTH Taka CHMITTOMAaTHKa?

A. OeHUTKETOHYPIS.

B. MyxkoBicuumo3.

C. Myxkomosmicaxapuaos.

D. M’sa30Ba nuctpodis JromenHa.
E. I'nikoreHo3smu.

12. Y 61aKHTHOOKOI, CBITJIOBOJIOCO1
TIBYMHKY 9 MiC MUIIIaYuii 3amax cedi i moTy,
3aTpUMKa ICUXOMOTOPHOTO PO3BUTKY. s
I[LOTO 3aXBOPIOBAHHS HANOUIBII XapaKTEepPHO:
A. Bucoka KOHIIEHTpallisl XJIOPUIB B MOTI.
B. Bucoka koHIeHTpallis OKCUTIPOTIHY B
cedi.

C. Bucoka KoHIIeHTpaIlis
IJIIKO3aMIHOTJIIKAHIB.

D. [Mo3uTuBHU TECT 3 TPUXJIOPHUM 3ATI30M.
E. Penykyroui pedoBUHU B CeYi.

40



[Ipu BuKOHaHHI pOOOTH BUKOPUCTOBYBATH TaOIuII0 pukiaaiB CXO:

Hazga 3axBoproBaHHs UYacrora | Jlokamizarmis MiHiManbHI TIarHOCTUYHI O3HAKH
(Ne OMIM) reHa
[opymenns 0OMiHY aMiHOKHCIIOT
deHiIKeTOHYPIsA — 1:8000 12g24.1 [TinBumena 30yIMBICTB, rineppedexcis,
MOPYIICHHS OOMIHY 1:10000 MIABUIICHUN TOHYC M sI31B, «MUTIIAYNAN
aMIHOKHCIIOTH 3amax». [li3Hile po3ymMoBa BifCTaNICTh,
¢denunananiny (261600) BTOpUHHA MiKpouedanisi, 3MEHIIEHHS

NIrMeHTalli MWKIpU, Bojoccs, paxyxku. [Tpu
PaHHBOMY MPU3HAYEHH1 11€TH HOPMAIbHUN
PO3BUTOK

[TopymienHs 0OMiHYy BYTJIEBOIIB

A) Jlebextu pepMeHTiB, 0 PO3MIETUIIOIOTE MOHOCAXAPH/IN 1 TUCAXapUIU

I'anakrozemis — 1:35000 9p13 [TosiBa mepiux CUMITOMIB MICHS TPUHOMY
MOPYILIEHHS OOMIHY 1:150000 MoJIOKa. BincTaBaHHS TMCHUXOMOTOPHOTO
MOHOCaxXapuIy PO3BHUTKY, KaTapakTa, TenaToMerais,
rajgakTo3u #oBTsHULS. ["anakTo3ypis. [Ipu panHboMy
(230400) MPU3HAYEHHI J1€TH (CHeliaibHl CyMimll
0e3 JJaKT03¥) HOPMAJIBHUI PO3BUTOK
b) edextn dhepMeHTIB, 0 PO3MICTUTIOIOTH MOJIicaXapuIu
MykomnoJjiicaxapuao3u 4pl6, 7921 Ypaxenns HHC i cnonmyyHoi TKaHUHU.
— TIOPYIIICHHS 3p21, 12q14 | Ypaxkenns ckenera (TyropyxJiuBicTh 1
Katabomizmy X(q28 1 iH. nedopwmartii cyrino6is, gedopmairii xpedra,
[JIIKO3aMIHOTJIIKAHIB BiJICTaBaHHS B pocTi), BinkinagaeHHs Al B
(I’AT'), xBOopoOa MEYIHITI, CEJIC3IHIT1, MIOKapi. YpaKeHHS
Hakonm4eHHs. OmucaHo IMHC (3HMXeHHS IHTEIEKTY), OUeh
14 TumiB 3 miATHIIAMEA (kaTapakTa), CiIyXy (TyroByXiCTb),
(AP i oaun XP). CEPIIECBO-CYAMHHOT CHCTEMH
(kapmioMeraiis, ypakeHHS KJIallaHiB).
I'py6i pucu oOmmyusl.
I'nikoreno3u — Ip21, 3p12 | BinknageHHss  TJIIKOTEHY B PI3HHX
MOPYIIEHHS 17921, Xq24 | TkaHuHax. BiacraBanus B pocri,
KaTaboi3My IJIIKOTEHY, 11H. remaToMeraniis, TIOOIJIIKEMis, M’ SI30Ba
XBOPOOa HAKOITMYCHHS. TINOTOHISA,  KapJioMeramis, <«IUIbKOBE
Onucano 11 tumis. e
[TopymienHst oOMiHY JiniiB
Cimeiina rinepxoJie- Aa 19p13.2 Panniit aTepOCKIIEPO3, iHpapkTH,
CTepUHEMis — 1:200 IHCYbTH, KCAaHTOMM Ha  IIKipi, B
MOPYILIEHHS CUHTE3Y 1:500 CYXOXUIUIAX. Y TOMO3uror (AA) Tsxda
peuentopa o JIITHI'. AA ¢dopma, HIK y reTepo3uror (Aa)
AJl T cnaaKyBaHHSI. 1: 106
(143890)
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GMz-ranrmio3unio3
(xBopoba Tes-Cakca) —
MOpyIIeHHs KaTabo-
J3MY TaHTIJTI03H/IIB.
XBOpo0Oa HAKOITMYCHHS

(272800)

1:5000
cepen
€BpEiB-

alKeHasi

15923-q24

3 4-5 MiC. BincraBanus B
MICUXOMOTOPHOMY  PO3BHUTKY, CHMIITOM
«BWIIHEBOI KICTOYKM» Ha OYHOMY JHIL
Cainota, rmyxoTa, imioTis. Cmepts B 3—4
poxu. Jledimur rekcozamiHimazm A B
CHpOBATIII KPOBi i TKAHWHAX

[opymieHHs TpaHCTIOPTY XJIOPHU/IIB

1a3is HaAHUPKOBUX
3aJ103) — MOPYIICHHS
010CHHTE3Yy CTEPOITHHUX
ropMoHiB. OnucaHo 5
tumis, B 90 % —nedirut
21-rigpoKcuiiasu

MyxoBicuuao3 (kucro- PermnuByrodi  MHEBMOHI, MOpPYIIEHHS
¢16po3) — mopymeHHs 1:1600 7q31.2 BUIUICHHS  (EPMEHTIB  MiIIITyHKOBOT
TPAHCIOPTY XJIOPHIIB B 3aJI03M, TIOPYIIEHHS BCMOKTYBAaHHS B
KJITUHH, BUOLUICHHS KHUIIIEYHUKY. Y 4YOJIOBIKIB O€3IUIIIHICTD.
rycroro ciuzy (219700) [Migeumenns xonuenrpauii Na™ i CI' B
MOTI
[TopymienHs cuHTE3y TOPMOHIB
I'imorupeos — Pizke BincTaBaHHA B TICHXOMOTOPHOMY
pI3HOpIHA 32 1:3500 19p13.2-p12 | po3BUTKY, XapaKkTepHUN  30BHILIHIN
NIPUYMHAMU Ipyna 1:4000 BUIISIT (KOPOTKA INWSA, LIMPOKUHA HIC,
3axBoproBaHb (274400) 3amayie TEepEeHICCs, BY3bKl OYHI MIUTHHH,
HAaOpSKM TMOBIK, MAaKpoOIJIOCis, pLAKe
Bojioccsl). TpuBanma >KOBTSHUILS, TpyOuit
roJioc, Opamukapis, rinoTepMis.
3HWKEHHS PIBHS TUPOKCUHY, MiABUIIICHHS
TTI. Ilpu  ceoeuachomy  niKy8auHi
xXopowiutl eghexm.
AJIpeHOTreHITAJIbHM I Cineempauaroya  ¢opma  00yMOBIIEeHA
CHHIPOM — 1:5000 6p nedinuToM MIHEPATOKOPTUKOIIB.
(TpupopKeHa rinep- CumnTomu: OJIFOBaHHS, Taxikapmais,

COHJIMBICTB, JIETiApaTallis, rinoHaTpieMis,
rinepKagiemis, alua03.

Bipunvua ¢popma y niBY4aTOK BUSBISETHCS
MacKyJIiHI3aIli€0 CTaTEBUX OpratiB
(rimepTpodist KiTOpa, 3pOIIEHHS T'yOHO-
MOIIIOHKOBUX CKIIA0K), Y XJIOMYHKIB 3 5—
7 pOKiB mepeuacHe cTaTeBe JO3PIBAHHS.
3amicna  mepanis  eopmonamu  oae
xXopowiutl ehexm

3aBaannsa 2. Po3B’soKiTh cHTYyaIIiitHI 3a/1a4i:

1. ¥V 6-piuHOi IBYMHKH 3 BIJCTaBaHHSIM B PO3BHUTKY, J€(OPMOBAHOIO IPYIHOIO KIIITKOIO,
aCUMETPUYHHM TYIyOoM, Kihockomio3om, ckadoredaniero, renaTocmieHOMErali€elo, )KOPCTKUM
BOJIOCCSIM BCTAHOBJICHO MOTEpeIHIN JiarH03 MyKoIoJicaxapuaos. Ski gociimkeHHs OynyTb
HaOUTbII IHPOPMATUBHUMM JUI YTOUHEHHS iarHO3y?

2. JliBunHKa BiA 3-1 BariTHOCTI HApOAMIACS TOHOIIEHOK 3 TIOMITHOIO KOBTSHHIICIO HIKIpU
Ta cIM30BUX 00010HOK. HaBKkooTutiH1 BoiM 3a0apBiieHi B )KOBTO-3eJIEHUH KOJIip. 3amiio3peHa
reMoJIITHYHA XBOpo0Oa HOBOHapopkeHuX. 11lo minTBepauTh aiarHo3 HaiOLIbII IMOBIPHO?

3. lutuHa Hapoauiacs Bif 1-i BariTHOCTI B recTaumidHuil TepMiH 42 THXKHI 3 Macoro Tula
4300 1. Ilix yac orysqy BiA3HAYA€THCS BEJIMKUN JKUBIT 1 IMynKoBa rpwka. O0nMyyus macTtosHe,
o4l MaJieHbKi, MepeHiccss IMIMpOKe, IUIecKaTe, Makporjioccii, ryou ToBcTi. Huzpkuit TemOp
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ronocy. Illkipa cyxa, >KOBTyIIHA, JymuTbesd, xonoana Ha moTuk. UCC — 120 B xB. fke
3aXBOPIOBAHHS MO>KHA 3aMi03pUTH?

4. HoBOHApOHKEHOTO TOCIITaNII30BaHO 3 OJIIOBOTOIO 1 siBUIIAMU Aerinparanii. [Ipu ormsui
CTaH IWTHHUA CTAOUIbHWN, MiHIMalbHA TINEpPIIirMEHTAIlls HABKOJO COcKiB. KoHmeHTparis
HATpilo Ta Kajito B cupoBaTii — 120 Mmmonb/a 1 9 mmouns/n BigmoBigHo. (Hopma Hatpito — 136-
145 mmonw/n, xaniro — 3,5-5,0 Mmmons/im). Bam miaraos:

3aBaannsg 3. 3icTaBT€ CUMIITOMOKOMIUIEKCH 3 MOHOT€HHUMH XBOPOOaMHU.

Ha3su MmoHorennux CHUMIITOMOKOMILIEKCH
XBOPOO

1. IligBUBHX KpHUILITAINKA, TIEPPYXOMICTh CYIII00IB,
nedopmarllisi TPyIUHU, BUCOKUH 3pICT, apaxXHO AKTHITIS
X-XpOMOCOMH. 2. Po3ymMoBa BIICTaNIICTh, MAKPOOPXHUIIZM,

JIOBT'e 00IMYYsl, BUCOKE Y0JIO, MACUBHE MIA00PIIIs,
BIZICTOBOYpUYEHI ByXa.

B. Heiipodibpomaros. 3.I'epmadponiTHa Oya0oBa 30BHIIIHIX CTATEBUX OPTaHIB,
0JIFOBOTA, JIETiApaTallis.

4. MHOWHHI NITMEHTH1 IUISIMU Ha WIKIP1; MyXJUHU HIKIPHI,
J1. AnpenoreHiTaibsHul HiIIKIpHI i 10 X0y HEPBIB, CKOJIi03, NIIOMH 30POBHMX HEPBIB.
5. BiacraBaHHS B ICHXOMOTOPHOMY PO3BUTKY, MIKpoIiedaltis,

A. Cunapom ¢paruibHO1

b. ®eninkeronypis.

I'. Cungpom Mapdana.

CUHJIPOM. AN
MUIIIIHUMA 3aI1ax.
E. MykoBiciiuo3. 6. PermuByrodi XpoHIYH1 THEBMOHII, MOPYIIeHHS (PYHKITIT
. MIANUTYHKOBOI 3271034, MajbabcopOIisl, pCHUN CMEepII0UHii
K. AxoHnpornna3is. lll YH ’ pourt, p P
CTiIeIIb.
3. Mykomnoiicaxapuios. | 7. 3aTpumka pocty, rpy0i pucu 06auads, Kihockomios,

nedopmartis TpyArnHHI, KaTapakTa, MABUIIEHA EKCKPEIlis
[IIKO3aMIHOTITIKaHIB 3 CEYel0.

8. KapnukoBicTh, BKOPOUCHHS MMPOKCUMATILHUX BiIJILTIB
KIHITIBOK, TOTEPEKOBHUH JIOPA03, BapycHa aedopMaliis HIKHUK
KIHITIBOK, 130JIaKTHJIISA, KUCTh y (hopMi Tpu3yoda.

3aBaanns 4. CxiacTH miaH 00CTEKEHHS XBOPOTO 3 HAMOUIBIIT MOITUPEHUMHU
CIIaJIKOBUMH XBOPOOaMH OOMIHY.

OcHoBHa JiiTeparypa:

1. Meauuna reneruka: [linpyunuk ams By3iB / B. M. 3anoposxan, FO. 1. baxopa, A. B.
leBenenkoBa, M. M. UecnokoBa. Oneca: Onec. epxk. Mea. Yu-t, 2005. C. 51-72.

2. Menuuna renetuka: [ligpyunuk / 3a pea. wi.-kop. AMH VYkpainu, npod. O. f. I'pedaninoi,
npod. P. B. boratupsoBoi, mpod. O. I1. Bonocosus. Kuis: Meaununa, 2007. 536 c.

3. Knuanueckas reHeTuka. YueOHoe mocoOue K mpakTHueckuMm 3aHsatusM / baxopa 1O. U.,
HleenenkoBa A. B., Kusan 3. H. u ap. Oneca: Ogec. roc. mea. yH-T, 2001. C. 36-50.

JdonaTkoBa:
1. bouxoB H. IL, Ily3sipeB B. Il., Cmupnuxuna C. A. Knunuueckass reneruka. 4-e u3n.,
nepepad. u gom. M.: TDOTAP-ME]], 2011. 592 c.
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2. Meaunuackas renetuka: YueOnuk / Kon. ABT.; mon pen. wi.-kop. AMH Ykpaunsl, npod.
E.S.I'pewanunoii, npod. P.B.boratsipesoii, mpod. A.Il.Bomocosa. K.: BCU «Meaummna,
2010. - 552 c.

44



IIpakTuyne 3aHATTA Ne 6
«METOIHN JIATHOCTUKHU CITAJKOBHUX XBOPOBb»

Iii 3aHATTS:

3aranpHi miTi: 3acBOITH NOKa3aHHS 0 0I0XIMIYHO1, ITATOTCHETUYHOI 1 MOJICKYJISIPHO-
TeHETHYHOI JIar HOCTHKH.

BuxoBHi 11i1i: BMITH TIOSICHUTH XBOpOMY a00 6aThkaM HEOOXiTHICTh CBOE€YACHOT 1 TOYHOT
JIarHOCTUKH CTaJIKOBOTO 3aXBOPIOBAHHSI.

KonkpertHi nini:

SHamu.

—  Memoou MeoOudHoi 2eHemuKu, AKi BUKOPUCTNO8YIOMb 0/ 0lA2HOCMUKU CNAOKOBUX
X80po0;

—  nokKazawuHs i emanu OIOXIMIYHOI 0iAeHOCMUKU CRAOKOBUX X80POO,

—  3aX80PI0BAHHSL, WO NIONAAIOMb MACO80M) CKPUHIHZY ) HOBOHAPOONCEHUX, NPUHYUNU
Op2aHizayii CKPUHYIOUUX NPOCPAM,

—  OCHOBHI YUMO2eHeMU4Hi Memoou, NOKA3AHHs 00 NPOBEOEHHsL YUMO2EHEMUYHUX Md
MONEKYNAPHO-YUMOSEHEMUYHUX OOCTIONCEHD,

—  NOKA3aHH5 00 MOAEKYISAPHO-2EHEMUYHUX OOCTIONCEHb, NPUHYUNU MOJICKVISPHO-2eHe-
muunoi diaenocmuku, memoo I1JIP, sx 6bazosuti Memoo MONeKYIAPHOI OlaeHOCTMUKU.

EMIMu:

—  npu aHanizi peHomuny Xx60po2o eMimu BUHAYUMU NOKA3AHHS 00 OIOXIMIUHO20 b0
YUMO2EHEeMUYHO20 OOCHIONCEHHSL.

JoaynuropHa caMoCTiiiHA MiATOTOBKA

3MicT TeMHU

Jlo cremiadbHUX TCHETUYHHUX  METOJMIB  HAJeXaTh: CHHIPOMOJIOTTYHHN  aHai3,
Te€HEAJOTIYHUM, IHUTOTCHETHYHI, MOJIEKYJSIPHO-TeHEeTHYHI, OloXiMiuH1 1 aepmarormidiuHi
METOTH.

CunapomoJioriyamnii anajis (Iloprperna giarnocTuka)

CUHIPOMOJIOTTYHHM aHami3 — e aHami3 (EeHOTUITy XBOPOTo (MIKpOaHOMAIii, BaJl PO3BUTKY
Ta IHIIMX CHMITOMIB) 3 METOK BUSBJICHHS CTIMKOTO TIO€IHAHHS O3HAK JUIS BCTAHOBJICHHS
niarnosy. [Ipu ananizi peHoTunmy XBOporo ocoOJIMBY yBary 3BepTalOTh Ha MIKpOAQHOMAJIT 1 Bajin
po3BUTKY. Mikpoanomatii (0 6) MOXKYTh 3yCTpidaTUCS Yy 3[0POBUX JIIOJIEH, ajie A XBOPUX 31
CHAJKOBOIO IIaTOJIOTIEI0 XapaKTepHa 1iX OUIbIIa KUIBKICTh 1 crenudiyHe MoeTHaHHS.
CunzapoMoOJIOTiUHUI aHaji3 (EHOTHUIly XBOPOTO € OCHOBHMM [UI JIarHOCTHKU HaWOUIbII
MOIIMPEHUX MOHOTE€HHHX XBOpPOO 1 CHHJAPOMIB, IO BHUSBISAIOTHCS BaJaMU pPO3BUTKY, —
axoHJpoIuiasii, cuHapomy Amepa, cunapoMmy PpanueckeTTi Ta iHIMX. CHHIPOMOJIOTTYHUN
aHalli3 — BAXIWBUN JOTIOMDKHHI METOJ B JJIarHOCTHIIl CMAJAKOBHX XBOPOO CHOIYYHOT
TKaHuHM (cuHapoMu Mapdana, Enepca-/lanno), neskux XBopoO Hakomu4eHHs («rpy0e
o0nmMyus» y XBOpUX 3 MyKonoJicaxapuao3zoM Ta iHmux CXO). Lleit MmeToq € AONOMDKHUM B
J1arHOCTHUIIl XPOMOCOMHHUX XBOpoO. J[7s1 yTOYHEHHs IiarHO3y CMaJgKoBOi MAaTOJOrii MIMPOKO
BUKOPUCTOBYIOTHCS aTJIACH CIIAJAKOBUX CUHAPOMIB.

Bukopucmanna komn’romepnux diaznocmuynux npozpam i 6az oanux
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€ pi3Hi AlarHOCTUYHI porpamu (IEPEeBaXHO, KOMMEPIIiHI), AKi MOXKHA 3HAUTH y Mepexi
IaTepuer. OnmHier0 3 HallKpalMX aHTJIIOMOBHHUX BBakaeThcs mporpama "Possum" (The London
Date Bases), sika MICTUTBh OIIMCH CIIQJAKOBUX 3aXBOPIOBAaHb 3 MOpTpeTaMu XxBopux. CrerianbHi
KOMIT'FOTEpHI  JIIarHOCTHYHI MpOrpaMH BUKOPUCTOBYIOTBCS JUISL  aHANi3y pe3yJbTaTiB
UTOTCHETUYHUX 1 MOJICKYIISPHO-T €HETHHHUX JOCITIKEHB, npeHaTanbﬁm JiarHOCTUKHU (aHami3
pe3yibTaTiB GIOXIMIYHOTO 1 YJIBTPA3BYKOBOTO CKPHHIHTY 1 PO3PaxyHKY IHIMBIZyaJIbHOTO
reHernyHoro pu3uky). Y CIIA cTBopeHMid 1 MOJHS TIOMOBHIOETHCS CIEKTPOHHUN KaTaJIoOT
reHiB 1 MOHOreHHHX XxBopoO B. Mak-Kprocuka «On-line Mendelian Inheritance in Man —
OMIM» http://www.ncbi.nlm.nih.gov/omim

HuToreneru4Hi MeToau 0a3yrOThCsl HA BUBYEHHI KAPIOTUILY JIFOJIMHU, 10 HUX HAJIEKaTh:
1) kapioTuIyBaHHS;

2) MOJIEKYISIPHO-IIUTOI€HETUYHI METOIH;

3) BU3HAUEHHS CTATEBOI'O XPOMATHHY.

Ilokazanns 00 yumozenemuunoi Oia2ZHOCMUKU:

1. ITimo3pa HA XPOMOCOMHY XBOpPOOY 3a KIIIHIYHOIO CUMITOMATHKOIO (ISl MiATBEPIKCHHS
J1arHo3y).

2. Jlitv 3 MHOXXUHHUMH NPUPOHKEHUMHU BaJlaMH PO3BUTKY 1 iXH1 OaThKH.

3. ity 13 3aTPUMKOIO ICHXOMOTOPHOTO PO3BUTKY 1 iXH1 OaThKH.

4. Jlitu 13 3aTPUMKOIO 1 aHOMAJIISIMU CTaTEBOTO PO3BUTKY.

5. TlogpyxHi mapw, y SKUX CIIOCTEpPIracThCsi HEBHHOIYBAaHHS BarirHOCTI (OuIbIIe IBOX
CIIOHTAaHHUX a00PTIB) a00 1HIII PENPOAYKTHBHI BTPATH.

6. IloapyxHi mapu 3 OOTSHKEHMM aHaMHE30M (MEPTBOHAPOJ/DKEHHsSI, HASBHICTb TUTHHU 3
MIPUPOKEHUMHU BaJaMU PO3BUTKY a00 XPOMOCOMHOIO XBOPOOOIO, BHUSBJICHHS XPOMOCOMHOI
MaToJIoril y WICHIB ciM’1).

7. besmmigHi moApyXHI mapu ab0 MOPYIIEHHS PENnpoAYKTUBHUX (PYHKIIH y KIHOK abo
YOJIOBIKIB.

8. JloHopH CTaTeBUX KJIITHH, K1 3BEPHYJIUCS B LIEHTP IITYYHOTO 3AILTIHEHHS.

9. Jleiiko3 (s nudepeHIiaabHO1 JIarHOCTUKH, OIIIHKK €(DeKTUBHOCTI JIIKYBaHHS 1 TPOTHO3Y
nepeoiry).

10. Ominka MyTareHHUX BIUIMBIB (pamiamiiHux abo XIMIYHHX).

Memoo kapiomunyeanns N03BOJSIE BUBYUTH KapioTHN B HUIOMY (TOOTO KUIBKICTBH 1
CTPYKTYPY XpOMOCOM). XpOMOCOMH JIFOJIMHA BUBYAIOTh HA CTaliaX Meradasu 1 mpomeradaszu
MITO3Yy.

1) BuBuenHs memagpaznux xpomocoM (mpenapar Mae Ha3By «MmeTadazHa IUIacTHHKa»). [l
JTIarHOCTHKKA OUTBIIOCTI XPOMOCOMHHX XBOPOoO Merada3Hi IUIACTUHKHA BHUTOTOBJISIFOTH 3
nimponutiB nepudepuaroi kpori. [IpuaaTHi Takox ¢idpodIacTH MIKipHU, KIITHHUA YEPBOHOTO
KICTKOBOTO MO3Ky. /[l mnpeHaranbHOI JiarHOCTUKM KYyJIbTUBYIOTh KIITHHM aMHIOTHYHOT
pIOVHYU, BOPCHH XOPiOHA, TUIANICHTH, eMOPIOHAIbHI TKAHWHHU.

MertadazHi IIACTUHKY 3 JTIMPOUUTIB nepudepuyHoi KpoBi (BUKOPUCTOBYIOTh BEHO3HY KPOB
OJIepXKYIOTh TakuM 4yuHOM. KpoB (1-2 mi1) BMIlIYIOTh B CHellialbHE KUBUIbHE CEPEIOBUIIE 3
(bITOreMarraoTHHIHOM (SIKI CIIPUYMHIOE IMYHOJIOTIYHY TpaHchopMalliio JeHKOUuTIB 1 ixHil
noAaut) B TepmoctaT Ha 48—72 roa. 3a 2-3 roA [0 KiHIS KyTbTHUBYBAHHS JOJAIOTh KOJXIIHH,
AKI pyifHY€e BepeTeHO MOALTY 1 3yNHHsE MOAUT KIITUHHM Ha crafii Metadasu. [ToTiM KIiTHHU
OoOpOOAIOTh TIMOTOHIYHUM PO3YMHOM XJIOPUAY Kajifo a0o IUTpaTy HATpilo 1 KIITUHHY
CyCHeH3il0 (iKCYIOTh 1 HaHOCATh Ha mnpeaMmeTrHe ckio. [Ipu BucuxaHHi (pikcaTopa KIITHHHU 1
XPOMOCOMH MIIIHO IPUKPIIISAIOTHCA 10 ckia. [Ipenapar 3a0apBiiolOTh SAEPHUMU OapBHUKAMH.
[Tpu pymunnomy 3abapBieHH1 npenapar 3a0apBIIIOIOTh a3yp-€03UMHOM 3a PomaHoBchKkuUM-I iM3e€;
IpU LBOMY BCi XpOMOCOMHM 3a0apBIIOIOTHCS PIBHOMIPHO 32 BCi€I0 JOBXKHHOI. PyTHHHE
3a0apBJeHHS JI03BOJISIE IAPaxyBaTH KUIBKICTH XPOMOCOM, PO3MOAUIMTH iX MO Tpymax i
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BUABUTH TIpyOi XpomocomHi abepauii. Jlns geranpbHOI  XapakTEpUCTHKH — abeparriid
BUKOPUCTOBYIOTBCSL Pi3HI cmocoOu ougepenyianrvnoco dapobysanns: G-, R-, Q-, C-
3a0apBIICHHS.

1. Haiibinpm mmpoko BUKOPUCTOBYIOTH (G-3a0apmienHst (Bim anra. Giemsa stain).
Xpomocomu mepen 3abapBieHHSAM 3a PomanoBchkuM-I'iM3e 3a3manerigb  0OpoOIISIOTH
nporeazamMu (TPUTNICKHOM). XPOMOCOMH TIicis 3a0apBICHHS CTalOTh CMYracTHMH: B HHX
YEepryloThcs TEMHI 1 CBITJII CMyru. 3BaxkaroTb, mo TeMHI cmyru (G-cmyru) — IiIsSTHKA
rerepoxpoMatuty, a cBitii (R-cmyrn) — eyxpomartuHy. 3a3BH4Yail B TaluioitHOMY HaOopi
MokHa Hamuuth 10 400 cerMeHTiB, KOXXHUNW CErMEHT MICTUTh OJM3bKO 8 MIIH II. H.
Po3pobnero Qopmy mpencraBieHHS CTHI30BAHOTO iCalIbHOTO KApIOTHITY 3 THIIOBHM
PUCYHKOM CMYT 1110 Ma€ Ha3BYy «iJlil0Tpaman.

2. R-3a0apBnenHsa (Bin aHri. reverse banding — 3BopoTHe 3abapBieHHs). PUCyHOK cmyr
30epiraeTbesl, ajne X KOoip 3MIHIOEThCS Ha POTHIICKHUI MOPIBHIHO 3 G-3a0apBIICHHSIM.

3. Q-3abapBneHHs (B aHIJI. quinacrine — KBIHAKpUH — OJIUH 13 (JIyOpeClIeHTHUX OapBHUKIB)
— ictopuuyHO mepmui meton, po3poosiennit Kacnmepconom (Caspersson, 1968). Ilpu upomy
METOJIl XpOMOCOMH TICJIs 3a0apBJEHHS BHUBYAIOTh 3a JOMOMOTOI JIFOMIHECIIEHTHOTO
MIKpOCKOTIA.

4. C-3abapBnenHs (Bim aHri. constitutive heterochromatin  — KOHCTUTYTHBHUIA
retepoxpoMatuH). [IpemnapaTu 0OpoOISIOTE JIyraMH, a MOTIM 3a0apBIIIOIOTh 32 POMaHOBCHKHM -
INmze. Ilpu 1npoMy poOpe 3a0apBiIOIOTHCS LIEHTPOMEPH BCIX XPOMOCOM, JIOBI€ ILIede
Y-xpoMOoCcOMHU Ta 1HII JUISTHKH, OaraTi Ha T€TepOXpPOMATHH.

VY 1971 p. na [lapuspkiit KoH(epeHIiT Oy0 NOPIBHSIHO JaHi, 0JI€p>KaHi MPU PI3HUX METOAAX
mudepeHITiaTbHOTO 3a0apBiieHHs. BUsSBUIOCS, 110 BC1 METOIU BUSBIISAIOTH Y IPUHITUII OJHI 1 Ti
caMi CTPYKTYpPH, ajie KOKEH 3 HUX CIeIU(IIHUN 100 MEBHUX XPOMOCOMHUX CETMEHTIB.

2) BuBuenHsi npomemagpaznux xpomocom (maudepeHIiapbHe 3a0apBIEHHS 3 BHCOKOIO
po3nutbHOIO 3aaTHICTIO). [IpomeradasHi XpoMOocomMH JOBII, HDK XPOMOCOMH Ha CTamii
Metadazu. Ilpu mudepenmianbHOMy 3a0apBieHHI MpoMeTada3sHUX XpPOMOCOM MOKHA
posrsiHyTH Bim 550 mo 850 cermenTiB. [Ipu mboMy cerMeHTH, CIIOCTEpEKyBaHI B MeTada3sHUX
XpoMocoMax, MOKHa HiAPO3AUMTH Ha cyOcermeHTH. lLleli MeTon BUKOPUCTOBYIOTH MJIst
JIarHOCTHKU MIKpOAEIeNiid, MIKpOIyIUTIKaIlii 1 CKJIaJHUX XPOMOCOMHHX abepallii.

Monekynapnuo-yumozeHemuuni memoou NOETHYIOTh TPAAUIIIHHI IUTOT€HETUYH]I METOAUKHU
3  MOJIEKYJISPHO-T€HETUYHUMH TeXHOJOrisiMH. OCHOBHUM € MeToJ (II0OPECeHTHOT
riopumuzanii in situ (FISH-memoo). Meroauka MIcTUTh TiOpuauzamiro in situ (To0Tto Ha
nmpeaAMETHOMY  CKJIi)  3abapBieHux  (ayopecuentHumu  OapBHukamu JIHK-30HmiB 3
MeTtadazHumu abo iHTepda3HUMH XPOMOCOMaMH. 30H — i€ JUISTHKA O HOIaHIIkK0BOT JIHK,
KOMILJIEMEHTapHa I[I€BHIA JUISHIII TeHa abo XpoMocoMH. 30HIAAMH MOXYTh CIYKUTH
nocaigoBHocti JIHK, BuineHi 3 reHoMy IITY4YHUM YHWHOM, CHHTE30BaHI a00 KJIOHOBaHI 3a
JOTIOMOTO10 OakTepiadbHUX I1a3Mig abo iHmumu cnocodbamu. st FISH-meTony 30HaU MITSTH
010THUHOM 200 TUTOKCUTCHIHOM, J0 SKUX MOTIM MPUETHYIOTHCS (IIYyOpPECIICHTH1 OapBHUKHU.

Mero1 MICTATB Takl eTariu:

1. TotyroTs mpemnapar MetadazHux, npomeradaznux adbo iHTepda3HUX XPOMOCOM.

2. Ilpenapar o6poOmstors ayramu. [Ipu mpomy BinOyBaerhcst neHarypauis JIHK, to61o
PO3pUBAIOTHCS BOJHEBI 3B A3KM MK nBoMa naHitoramu JJHK.

3. Ha ckno xanatote JIHK-30mau. 3oHmM 3°€qHyeThCs 3  KOMIUIEMEHTapHHUMU
nocmigoBHocTssMu JIHK xpomocoMm. BinOyBaeTbesi Tak 3BaHa TiOpuau3ailis — 3’€JHaHHS 3a
MPUHIIUIIOM KOMIUIEMEH-TapHOCTI HYKJIETHOBUX KUCJIOT, BUAUIEHUX 13 pizHuX mkepen: JTHK
mamniedTa 1 JIHK 30n7a.

4. TIlpenapaT BIAMHBAIOTH Bl HAUIMIIKY 30HIa, OOpOOISAIOTH (IIyOpEeCHEHTHUMHU
OapBHMKaMM (SIKI MPUETHYIOTBCS OO OI0TMHY ab0 JUIOKCUIeHIHY): POJaMiH Ja€ 4YepBOHE
CBITIHHS, ()JIFOOPECIIETH 130TIONiaHAT — 3€JIeHE CBITIHHS.
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5. Ilpemapar BHWBYAIOTH IIif JIIOMIHECIEHTHUM MIKPOCKOTIOM. JIUISHKHM XpOMOCOM, [€
BiOymacs riopuau3aitis i e 3HaXOAAThCS 30H]IU, TAIOTh BUIIE3a3HAYCHE CBITIHHSI.

VY KIIHIYHIA TeHEeTHII METOJ BUKOPUCTOBYIOTH Ul HIBHAKOI JIarHOCTHKH XPOMOCOMHHX
XBOPOO, MOB’A3aHUX 31 3MIHOIO KUIBKOCTI XPOMOCOM B iHTEp(asHHX sjapax, a TaKoXK Ui
TIarHOCTUKK ~ MIKpOJENeNiid, MIKpOIYyIUTIKAIiif 1 CKIagHUX XPOMOCOMHHX TepeOy/IoB.
Po3po0inieHo pi3HI THUIIK 30HAIB: O MEBHOTO JIOKYCY XPOMOCOMH, JI0 TEJIOMEpIB, IO PI3HUX
JIOKYCIB OJHI€T 1 Ti€l ) XPOMOCOMH, A0 IIEHTPOMEPIB IMEBHUX XPOMOCOM. TakK, CHHTE30BaHO
30HaM 10 HeHTpoMmepiB 13, 18, 21, X i Y xpomocom. IX BHKOPHCTOBYIOTH Hisl MIBHAKOT
MpEeHATaNbHOI JIIarHOCTUKU HAHOUIBII  PO3MOBCIO/KEHUX XPOMOCOMHHUX CHHIPOMIB B
iHTEep(a3HUX KIITHHAX BOPCUH XOpioHA a00 aMHIOTHYHOT PiTUHH.

EdexkTuBHiCTL PpPi3HUX UIUTOreHETHYHHUX MeETOMIB Yy [JiarHOCTHII XPOMOCOMHOI
naToJorii

BincoToxk XpoMOCOMHOT MaTOJIOrIi,
OCHOBHI LIUTOT€HETUYHI METO/IN AKM Moke OyTM BHSBIECHUH 3
BUKOPUCTAHHSAM JaHOT METOTUKU
. o
KapiotumyBaHHs 3 pyTHHHEM 3a0apBICHHSIM 30 %
. o
Metoan nmudepeniiaabHOTO 3a0apBiaeHHS MeTadazHUX 60 %
XPOMOCOM
. o
Mertoan nocHiKeHHST TpoMmeTadasHuX  XpPOMOCOM 75 %
(mudepeniianbHe 3a0apBlIeHHS 3 BUCOKOIO PO3IUIBHOIO
3/IaTHICTIO)
. V)
Monekynspao-nurorenernani meroau (FISH-meto) Ho 95-99 %

Busnauennsa cmameeozo Xxpomamuny — €KCIpec-MeTO, 10 A03BOJII€ BU3HAUYNUTH KUIBKICTh
CTaTEBUX XpPOMOCOM, ajie MOTpeOye TMOMaIbIIOro KapilOTHIYBaHHS MJIA ITATBEPKEHHS
JIarHo3y.

X-cmameesuit xpomamun (Tinbig bappa). OgHa 13 X-XpoMOCOM KIHOK 1HAKTHBYETHCS 1
cnipanizyerbest Ha 16—19-Ty 100y eMOpiOHATBHOTO PO3BUTKY, a APYra 3aIHUIIAETHCS AKTUBHOIO.
CmipanizoBaHa X-XpoMOCOMa MOMITHA B SiJpaX COMAaTUYHUX KJIITHH y BUTJISAI TEMHOI, 100pe
3a0apBieHoi rpyakd. B emitemianbHux KiriTuHax (i3 CIM30BOI IMOKH) TPYAKH CTaTEBOTO
XPOMAaTUHY PpO3TAILOBYIOTHCS MiJ SJIEPHOI0 MeMOpaHOro. Y JKIHOK CTaTeBUM XpOMAaTuUH
3Haxo4iTh Outble sIK Yy 20 % KIITHH, y YOJIOBIKIB — B HOpMI BIACYTHIH. Y HEUTpodiIbHUX
neiikonuTax Tkl bappa MaroTh Bu 6apabaHHUX MATUYOK, IKi B HOPMI Y )KIHOK BUSIBJISIOTHCS
B 1-2 % nelKouuTiB, a y 4OJIOBIKIB BiICYTHI.

MeTtoa BUKOPUCTOBYIOTb:

— I eKCHpec-TIarHOCTHKH XPOMOCOMHHMX XBOPOO, IOB’s3aHUX 13 3MIHOK KUIBKOCTI
X-XpoMOCOM;

— SIK €KCIIPeCc-MeTOo 1 A1arHOCTUKY CTaTi MU repMappouTH3MI;

— Yy CYyIOBIil MeOMUHMHI Ui BU3HAYEHHS CTAaTeBOI NPUHAIEKHOCTI (parMeHTIB Tpyna
moaunu (Tinblg bappa 1o6pe 30epiratoTbes B XpsIIOBiil TKAHUHI).

Y-cmameeuit xpomamun — 1e I1HTEHCUBHO (ryopeciiolodya JAUISHKAa JOBIOro IJieda
Y-xpoMocomn B iHTep(asHEX sgpaX. Moro MoXHa BH3HAUMTH B OYKalTbHOMY 3CKPiOKy,
neiikouuTtax nepudepuynoi kposi. IIpemapar 3abapBioroTh (ayopecleHTHUM OapBHHUKOM
akpuxiH-inputoM. Ili JIOMIHECIIEHTHUM MIKPOCKOTIOM Y-XpOMAaTHH BHSBIAETHCS B SAp1
KJITUHU SK sickpaBa IuiaMa aiamerpoM 0,3—1,0 MxMm. Y 4oJIOBIKIB B HOpPMI OJiHa rpynaka Y-
XpOMaTuHY. MeTo1 BUKOPUCTOBYETHCSA ISl €KCIPEC-A1arHOCTH CUHAPOMY TOJIICOMIi Y.

Moaekyasipao-renerudni meroau (Meroau JHK-miarnocTukm)
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Lle Benuka i pi3HOMaHITHA I'pyla METO/IiB, MPU3HAYCHA ISl BUSBJICHHS Bapialliil y CTpyKTypi
nocmimpkyBanoi ginsaku JJHK.
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IHokazanna oo /IHK-oiaznocmuku:

1. ITinTBepKEHHS KIIHIYHOTO JiarH03y MOHOT€HHOTO 3aXBOPIOBAHHS T YTOYHEHHS THITY
MyTalii.

2. IlpecumnromMarnyHa MIarHOCTHKA — KOJHM KIIHIYHI O3HAKH 3aXBOPIOBAHHS 3 TMi3HIM
neOI0TOM BiZICYTHI.

3. BusiBICHHS TETEpO3UTOTHHUX HOCIiB MyTamii y BHUIaIKaX ayTOCOMHO-PEIECHBHUX a0o0
34YETICHUX 3 X-XpOMOCOMOIO 3aXBOPIOBAHb

3. [IpenaTanpHa qiarHOCTUKA MOHOT€HHUX XBOPOO.

4. JliarHOCTHKA MpeiMIUTaHTaIliifHA.

5. BusiBneHHsI TeHETHYHOT CXMIIBHOCTI 10 MYJIbTH(AKTOPIaIbHUX 3aXBOPIOBAHb.

6. [nentudikanii ocodu (reHoMHa JaKTUIIOCKOIIsS) 1 BCTAHOBJICHHS CIIOPITHEHHSI B CYAOBI1H
METUIIHHI.

7. JlarHOCTHKA OHKOJIOTTYHUX 3aXBOPIOBAHb.

8. V KkiiH1YHII papMaKOreHeTHIIl U1 BU3HAUEHHS TUITY METa00I13MYy JIKapChKUX
Ipernaparis.

9. MiarHoctuka iHpexiitHux 3axBoproBansb (BusBieHHs JIHK ado PHK 30ynHuka

10. Jlnst BU3HaYeHHSI CTIHKOCTI 30y HUKIB 1H(EKI1ITHIX 3aXBOPIOBaHb /10 AHTUOIOTUKIB.
®opmyBaHHS CTIMKOCTI OB’ A3aHE 3 MyTallisIMU IT€BHUX T€HIB, K1 MOKHA 1I€HTU(]IKYBaTH.

11. ¥V nepcnekTuBi — Uil CTBOPEHHS] TEHETUYHOTO MacropTa OyaAb-aKO1 JTIIOHHH.

JUis  MOJNEKyJISpHO-T€HETUYHOI JIarHOCTHUKU BUKOPHCTOBYIOTH OyAb-sIKI  SPOBMICHI1
KJIITUHH.

— JI5ig 11arHOCTUKU CHaJKOBOTO 3aXBOPIOBAHHSA yacTilie 0epyTh KpoB (JIEMKOLUTH), pialle
3MUBH 3 IOPOKHUHU POTA, BOJOCSHI (POIIKYITH.

— Jlns mpeHatanbHOi MIarHOCTHUKH TPOBOJATH XOpIOIEHTe3 (OTPUMAHHS BOPCHHYACTOT
000JIOHKM — XOpIOHA), TUTAIICHTOLIEHTE3 (OTpPUMAaHHS TKAHWHU IUTAIICHTH), aMHIOICHTE3
(oTpUMaHHS KJIITUH 3 aMHIOTHYHOT PIAMHM ), KOPJOIIEHTE3 (OTPUMAHHS ITyITOBUHHO1T KPOBI).

— JIns noiMIuIaHTaiiHO1 J1IarHOCTUKH — OJ1acToMep a00 TOJIIpHE TUTbIIE.

— V cyznoBiit MmeauiuHi 11 inteHTudikaiii ocoou — Oyab-sKi TKaHUHY (TUISIMU KPOBI, MIKIpa,
criepma TOILO), JUIsl BCTAHOBJIEHHS CIIOPITHEHHS 3a JOIIOMOTO0 METO/IIB IaKTHUIJIOCKOIIT — KPOB.

— Jlmg  pgiarHOCTHKHM  IH(EKIIMHUX 3aXBOpPIOBaHb — 3CKPIOKM 3 TIIXBH, YPETPH,
OpOHXOJIET€HEB1 3MUBH, CHPOBATKY KPOBi, KyJbTypH 30YIHUKIB.

— JIi1s 1IarHOCTUKK OHKOJIOTTYHHMX 3aXBOPIOBAHb — YEPBOHHMM KICTKOBHI MO30K TOLIIO.

— Jlist AiarHOCTHKH MITOXOHJIpiaIbHUX XBOpoO ocHoBHMM kepeniom JIHK e Gionrar
M’SI31B.

Emanu /IHK-0iaznocmuku 3 suxopucmanuam nouaimepasnoi nanyro2oeoi peaxyii (IIJIP)

Meton Oyno pospodineno B 1983 p. K. Mromiicom (CILIA); 3a #ioro po3podky B 1993 p.
oMy Oyno mpucymkeHo HoOemiBebKy mpeMiro B raimy3i 610y10rii i MeIuiuHu. Buainsors Taki
etanu: euoinenna /[HK (MeTomamu Ji3UCY KIITHH 3 MOJAJBIIUM OYHIIEHHSM Bl OUIKOBHX
KOMIIOHEHTIB) Ta BIIACHE NOJIIMEpPA3Hy JIAHYI208) peaxyilo, sKa JI03BOJSE BHOIPKOBO
ammutipikyBatu (6araTokpatHo peayrutikyBaT) HeoOxinny niisHky JHK B minbiionu pas.

HeobxinHoto ymoBoto mansi mpoBeaeHHs I[IJIP € 3HaHHS HYKJI€OTHAHOI MOCTIIOBHOCTI
ninsaku JJHK, ockinpku crienudivamii BUOIp 11i€1 AUITHKY 3A1HCHIOETHCS MUISIXOM TOpuan3anii
matpuuynoi JIHK 3 1aBoMa mTyyHO CHHTe30BaHMMHU mpaiiMepaMu (OJIrOHYKJICOTHUIHI
nocaigoBHocti JIHK xommnemenTtaphi 3’°-kiHISIM amritiikoBaHOT AUISHKH Ha 3MICTOBIH 1
antu3micToBii HuTKax JIHK); Bincranp MbK mpaiiMepaMu BU3HAuya€ JOBXKHHY CHHTE30BAHUX
¢parmentiB IHK. Ilo cyri, metox IIJIP imitye mpupogumii mponec penyrrikanii JJHK. o
CKIagy peakuifHoro po3unHy BBOAATH JIHK oOcrexyBaHOi JIOOMHM, YOTUPU BUIH
nykneotuais JIHK, a takox Ttepmocrabinbny JIHK-monimepasy (Taqg-momumepasy), sika
30epirae CBOIO aKTUBHICTh IpU BUCOKIH Temmeparypi (ontumym pobotu — 72°C.). depMeHT
Oyno BuaIeHO 3 OakTepiit rapsuux mxepen (T. aquaticus).

50



[IpoBenenns peakuii 3MIHCHIOETHCS MUKIIUYHO B CHemiaibHIi OydepHiil cymimni 3 NeBHUMHU
KOHIICHTPALLSIMU 10HIB KaJlio, XJIOpY, MarHito i TounuM 3HaueHHsM pH. Luxin mae mpu ¢azu:

1. Henarypanis (cymim HarpiBaote 10 90-95°C). IHK nepeBoauTbcs B OJHOHUTKOBY
dbopmy.

2. IN6puam3anis (cyminr oxonomKyoTh 10 45—-60°C), npaiiMepu 3’ €THYIOTHCS 3 KOMIUIEMEH-
tapaumu nitsakamu JTHK.

3. Cunre3 (cymim 3HOB HarpiBaroth 10 72°C): Tepmoctadbinbaa JJHK-momiMepasa cuaTe3ye
nouipuii nmanmor JIHK Bin wmicus riOpuamsanii mpaiimepa y nampsmi 3°-5°. Ilpu npomy
npaiiMep BKIIOYAETHCS JI0 CKIANy IIOMHO CHHTE30BaHOI MUISHKMA HYKJIETHOBOI KHUCIOTH. Y
MOJATBINNX [MKJIAX MIOWHO cuHTe30BaHi Mojekynu JJHK craroTe, y CBOIO Wepry, MaTpHIICIO
JUIS @HAJIOTTYHOTO CUHTE3y HOBHUX KOIIIH.

CyMmil cTaBisTh Yy CHeUiaJbHUN Npuiaa — TepMouukiep, abo amiutipikatop. Y HbOMY
aBTOMAaTUYHO B1I0YBAa€THCS 3MiHA TeMIIEpaTyp, HEOOXITHUX s peakuii. SAKmo ysButu codi,
0 B peakIliiHii cymimi 3Haxomwnacs oaHa moiekyna JIHK 3 minsHkOrO, sIKy HEOOX1THO
pEeAYIUIIKYBATH, TO MICHS MEPHIOrO LUKIY OAEPXKYIOTh 2 MOJEKYJH, Micis APYroro Hukity — 4
tomo. Kinpkicts Bkazanux uukiiB B IIJIP cranoButh 3a3Buuail Big 25 no 30. V pesynbrati
kutbkicTh Komid JIHK 301bmyeThcst B MUTBHOHU pa3iB.

Ananiz  ooepycanux pesynromamie. DOparMEeHTH 3 HOPMAIBHOK 1 MYTaHTHOIO
MOCIIIJOBHOCTSAMU MOJKYTh BIIPI3HATUCS 32 €JIEKTPO(OPETUYHOIO PYXJIMBICTIO, TOMY YacTo
MPOBOUTHCS  enekTpodopes amrutipikoBaHux ¢parmeHTiB y remi. Jns  imentudikarii
amMIuTipiKOBaHUX (PparMeHTIB MOXYTb OYTH BHUKOPHUCTAaHI Memoou CeK8eHY8aHHs, a TaKOX
MemoO  anenb-cneyudiuHux — onicoHyKieomudis, SAKUA TPYHTYETbCS Ha  riOpuau3ariii
amrutigpikoBanux (Qparmenrtis JJHK 3 MiueHUMH OJITOHYKICOTHAAMH, KOMIUIEMEHTaPHUMH
HOpMaJTbHIM a00 MyTtaHnTHIA nocmimoBHocTi JJHK. [Ipukinagom Takoro miaxomy € 3acTOCyBaHHS
JIHK-ummis.

Mooudgpikayii IIVIP:

Mynemunnexcna (myromunpaiimepra) I1IJIP — TpyHTY€EThCS Ha OJHOYACHINA amruTidikaiii B
OJIHINA peakIlli KUThKOX €K30HIB IOCTIKYBAHOTO reHa abo KUTbKOX (PparMeHTIB pI3HUX TEHIB,
10 JI03BOJISIE MTPOBOJIUTH EKCIIPEC-CKPUHIHT HAMOLIBII YacTUX MYyTaIlii B reHi a00 BUSBIIATH
BOJIHOYAC MYTaIlii B pI3HUX T'e€HaX.

Anenv-cneyugiuna amniigpikayisi — TPYHTYEThCS Ha BUKOPUCTaHHI PI3HUX MpaiMepiB, OJUH
3 SKUX KOMIUIEMEHTApHUW HOpMallbHIA, a apyruii — MyrtaHTHid mnociaigoBHocti JHK. B
pe3ynbTaTi Takoi peakilii B po34uHi CHHTE3yeTbes aBa pisHOBUaU [IJIP-ipoaykTiB —HOpMabHi
1 MyTaHTHI, 110 PO3PI3HAIOTHCS 3a CBOEIO JTOBKUHOIO.

Memoo caiim-cnpamosarnoi mooughixayii amniigpikoeanoi [[HK — TpyHTY€eTbCS Ha BUKOPHC-
tanHi B [1JIP cienndiunoro mismatch-npaitmepa, BiAMIHHOTO BiJl MATPUYHOT MOCIIIAOBHOCTI Ha
1 nykneotun. B pe3ynpTaTi BKIIOYEHHS TakKoro mpaiiMepa o ckiany myrantHoro [1JIP-
MPOJYKTY B HbOMY YTBOPIOETHCS IITYYHO CTBOPEHUMN CANT PECTPUKIIIT sl OJIHIET 3 PECTPUKTA3,
o fno3BoJisie mpoBecTd JJHK-niarHocTrKy 3a TOMOMOT0I0 PECTPUKIIIITHOTO aHaTi3Yy.

Icuyrots ciocobu mpoBenenHs [JIP, ski no3onstots BuB4yatu He Tunbku JJHK, ane i PHK.
Ile BaxumBo mpu nociimpkeHHi PHK-BMicHux BipyciB (perpoBipycu, 3o0kpema BIJI, Bipyc
renatuty C, rpumy A TOINO.), a TaKOXX NPH aHaNi3l ekcrpecii pi3HUX TeHIB B OpraHi3mi.
[ToniOHI METOIMKHM 3a3BHuail BKIIOYAIOTHh JBAa €Tamu: 3BOPOTHY TpaHckpumuito 1 ITJIP nHa
Matpuili oaepxkanoi JTHK.

IIJIP y peanvnomy uaci. Lleit MeTo He OTpedye enekTpodopesy NpoayKTiB aMmInTidikarii B
arapo3Homy a0o moJjiakpuiamigHoMy reini. PeecTpariiss HasBHOCTI ab0 BiCYTHOCTI MPOAYKTIB
amrutipikarlii Moke 371iCHIOBATHCS IBOMA MUISIXaMU: peecTparliero GIrOpEeCcIeHIIil TPOIyKTiB
amrutigikaiii abo 3a XapakTepoM TeMIlepaTypHHX KPHBHX €Tally Bilmaiy, sKi 3ajiexaTh Bif
HasBHOCTI abo BigcytHocTi mykanoi JIHK-mimeni. 3acrocyBanns IIJIP y peanbHOMy wyaci
JI03BOJISIE 3HAYHO 3a0LIAJIUTH Yac 1 CKOPUCTATHUCS MepeBaraMu «3aKpUTOl CUCTEMH», OCKUIBKH
HE MOTPIOHO BIAKPUBATH MPOOIPKU 3 PEAKIIHHOK CYMIIIII0 (3am00iraHHs MOKIUBOCTI
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KOHTaMiHAIlil YCTaTKyBaHHS 1 wMmarepiadiB NpoAyKTaMH aMmiutipikanii 1 BUHUKHEHHS
XUOHOMO3UTHBHUX pe3ynpTaTiB. Merton real-time PCR 0coOnuBO mepCHeKTHBHHN MpU
JiarHOCTHIII BIpyCHHX 1 OakTepiadbHUX 1H(EKIii.

Ilpami i nenpami memoou /IHK-oiacnocmuxu:

1) psma THK-niarHocTka nepeadaydae BUSBICHHS MyTallii B JOCTIHKYBAaHOMY T'eHi; JUIs
Hel He0OX1THO TOYHO 3HATH CTPYKTYpPY reHa (200 KOHKPETHOI NUISTHKH TeHa 3 MYTAIi€lo).

2) Henpsima niarHOCTHKA BHUKOPHCTOBYETHCS TPH 3aXBOPIOBAHHSX, KOJIM I'€H KapTOBAaHMIA,
ayie OyjoBa reHa, XapakTep MyTallii B HbOMY HenoctatHbo 3’sicoBaHi. Cyrb Henpsmoi JJHK-
J1arHOCTUKY TOJISITA€ B aHANI31 YCIIaJKyBaHHS Y XBOPHUX 1 3J0POBHUX WICHIB CiM 1 MOIIMOpHHUX
TeHETUYHUX MapKepiB, 3UEIUICHUX 3 T'€HOM XBOpoOM (TOOTO sKI PO3TALIOBaHI y CYCITHIX
JIOKycaxX B XpOMOCOMI i yCHaJIKOBYIOThCS 34€IUIEHO — 3a 3aKOHOM Moprana). B sikocTi Takmx
MapkepiB MOXYTb OyTM callTM pecTpUKUil Ui MEeBHUX PECTPUKTa3, MOIIMOpPi3M
MIHICATENITHUX 1 MIKPOCATENITHUX MTOCHIIJOBHOCTEH.

Meton nepmaroriaigiku

3acHOBaHMU Ha BUBYEHHI PUCYHKAa IIKIPM Ha MajbLAX, AOJOHAX 1 migomBax. BuBueHHs
y30piB Ha MOAYIIEYKaX MalbIliB HA3UBAETHCS TAKTUIIOCKOIIIEI0, HA JIOJOHSAX — MaJIbMOCKOIIIEIO,
Ha MIJOIIBAaX — IUIAHTOCKOMi€e0. OrIsl 3THHAIBHUX CKJIAJ0K IMPOBOASTH HEO30POEHUM OKOM.
[ManuisipHi JiHIT B TPyAHOMY Billl JOCHIKYIOTH 3a JOTIOMOTO0 3- abo S5-kpatHoi jaynu. Y
MEIUY-HIM TEHETHIll METOJ BUKOPUCTOBYETHCS SIK JIOMOMDKHUN JJIi  T1arHOCTHUKH
XPOMOCOMHUX XBOpPOO.

Ocoobnueocmi doepmamoznighiku npu XpomocomHux xeopooax:

1) YotupumnansiieBa monepevHa J0J0HHA CKIIAIKA.

2) Kinbka ayr Ha TajbIfgX PyK.

3) PamianeHi etsni Ha 1, 4 260 5 mManmbIsIX KUCTI.

4) JluctansHU OCLOBUH TpUpaiyc, 30UIbIIIEHHS KyTa atd.

5) Amnasisg mianaableBUX TPUPAIIYCiB.

6) Ilonepeuna 3ruHanbHA OOPO3HA HA TTITOIIIBI.

7) HAyrosuii y30p Ha 1moJi [ mamslis migomsH.

Bioximiuni meroaun

O6’ekTamu 010XIMIYHOT JIAarHOCTUKHU (TIEPEBAKHO CHAAKOBHUX XBOPOO OOMIHY pPEYOBHH)
MOXYTb OyTH ceda, MiT, TjIa3Ma 1 CHpoBaTKa KPOBi, KPOB BHUCYIIIEHA Ha XpomaTorpapiaHOMY
a00 GrIbTpOBATLHOMY TAIIEPl, CHMHHOMO3KOBA PiHA, aMHIOTHYHA PIIMHA, KYJIbTypa KJIITHH.

Axmo cnenudiyauit gedekr ¢GepMeHTy NPU3BOAWTH JO HAKONMWYEHHS METalOoJiTiB 3
HU3BKOIO MOJIEKYJISIPHOIO MAacOl0 1 BHUCOKOIO TMPOHHUKHICTIO, BOHM MOXYTh BUXOIUTH B
MDKKITITHHHUA TIpocTip. HuszbkomonekynspHi meTabonitu MoOXyTb OyTH igeHTH(iKOBaHI B
1a3Mi KpoBi abo cedi 3a I0MOMOTOI0 PI3HUX METOAMK: HT101Iis pocTy OaKTepiil, TOHKOIIapoBa
xpoMarorpadis, razopa xpomaTtorpadis, piiiHHa XpoMarorpadis, CHEKTPOMETPIst TOIIO.

Skmo mMeTaboiTH MaroTh BEJIUKY MOJEKYISPHY Macy, BOHM HAKOIMHYYIOThCS B KIIITHHAX,
MPUBOJASYM [0 3OUIBIIEHHS OPraHOiNiB 1 TMOSIBU BakKyoJieid. 3axXxBOpPIOBaHHS, MOB’s3aHI 3
MOPYUIEHHAM KaTa0oJli3My KPYHMHUX MOJEKYJd, JIarHOCTYIOThCS LUISXOM BHU3HAUYEHHS
aKTUBHOCTI (DepMEHTIB B TKAaHMHAX a00 KJIITHHAX.

[TpuHimnm 6i0XiIMIYHOT JIarHOCTUKM I'PYHTYIOTHCS Ha MaToreHesi ¢gepmenronariid. Bonu
MOXYTh OyTH CHPSIMOBAaHI Ha BU3HAYEHHS:

1) HaAMIpHOT KUTBKOCT1 PEYOBUHHU, META00II3M KO MOPYILIEHUIH;

2) aHOMaJIbHUX METa0OJIITIB B KPOBI 1 ceui;

3) nediuuTy HOpMATHHUX METAOOIITIB;

4) akTUBHOCTI (pepMEHTY, 1110 BIAMOBiIAE 32 METAOOTIYHUN HIISX.

HudepeHuianpHa AiarHOCTHKa (epMEeHTONaTii 3a KIIHIYHOIO KapTHHOIO, OCOOJIMBO Yy
HOBOHApPO/DKEHHUX 1 JITEHl paHHBOTO BiKY, YTPYAHEHA, OCKUIBKH CXOXY KIIHIYHY KapTUHY

52



MOXYTh MaTtu pi3Hi (epmenrtomnatii. lle oOymMOBMWIO HEOOXITHICTH CTBOPEHHS CIICHIATBHUX
TECT-IIPOrpam.

bioxiMiyHy JiarHOCTUKY, SIK MPaBWJIO, MPOBOJATH B JBa €Tamu: 1) mepBUHHA A1arHOCTHKA
(CKpUWHIHT); 2) YTOUHEHHS JiarHo3y.

CkpHHIHT MOXe OyTH CEIeKTUBHUM ab0 MacOBHM.

Cenexmuenutl 0OiOXiMiYHUU CKpUHiHe TIPOBOIUTHCA Cepel Tpym JiTed 1 Aopociux 3
KTIHIYHMME 03HAKaMH CIAJKOBOTO Je(eKTy oOMiHy pedoBHH. MueThes mpo «IpociloBaHHs»
KOHTHHTCHTIB JliTeld a00 IOpOCIHNX, Cepel SIKUX MOXKHA 3 BHCOKOIO BIPOTIIHICTIO UYEKaTH
XBOPHX 13 CIIAIKOBUMH XBOpOOaMu OOMiHY.

Ilokazanus 0na ceneKmMueHo20 CKpUHIHZY:

1) 3IIP y pireit paHHBOTO BIKY, pO3yMOBa BIACTATICTh Y AITE€H CTApLIOTO BIKY;

2) HEBPOJIOTTYH1 MOPYIIEHHS (CYJOMH, 3HIKEHHS M’ 30BOI0 TOHYCY, CIaCTUYHI ape3n);

3) nucnencuyHi SBUINA, HENEPEHOCUMICTh OKPEMHX MPOAYKTIB 1 JIIKIB;

4) nopyuieHHs (I3UYHOTO PO3BUTKY JITEH (3aTpUMKa Macu Ta pocTy, fedopmallis KICTOK T.);

5) iHmI cuMnToMH QepMeHTOonariii (kaTapakTa, HMOPYUIEHHS CIyXy, 30py, CHEHU(IYHUM
KOJIp 13amax cedi, LKIpHi NPOsSBU TOILIO).

VY cenekTHBHHMX MporpaMax MOXXYThb BUKOPHUCTOBYBATHCS SIKICHI 1 HamIBKUIbKICHI METOJH,
Marepian — ceda a6o kpoB. [Ipu migo3pi Ha HASABHICTH CMAJAKOBOI MATOJIOTIi OOMIHY PEYOBUH Y
MepIry 4epry NpoBOJUTHCS CEYOBHUM CKPUHIHT. [JI1 Ce4OBOro CKPUHIHTY BUKOPHCTOBYIOTH 15-
20 mpocTHX SIKICHMX peaklii, sIKI OXOIUIIOIOTh MAaKCUMAJIbHO LIMPOKUNA KPYr MeTaboIIyHuX
nedexti. L1 peakiii cipssMoBaHi1 Ha BUSBJICHHS META0OJITIB, IO XapaKTepHI AJS L1101 Ipynu
3aXBOPIOBaHb

[Ipuknanm npocTUX SAKICHUX EKCIPEC-TECTIB, 1[0 BUKOPUCTOBYIOTh Ul CEYOBOIO CKPUHIHTY

Tect 3axBOpIOBaHHS Komip ceui
[Ipo6a demninra DeHUTKETOHYPIS TemHo-3eneHuit
(tect 3 FeCls) AJnkanToHypist 3eseHnid, MBUIKO 3HUKAIOUNNA

XBOopoOa KICHOBOTO CHPOITY

Komip xaki

[Ipo6a Jleramns na
KETOHOBI Ti1a

Hyxp. miaber, raikorenos I, 111, IV
THUILY, XBOPOOa KJIEHOBOTO CHPOILY,
MITOXOHJIpiaJIbHI XBOpOOH, TOpY-
IIEHHSI OOMIHY OpraHIYHUX KHUCJIOT

YepBoHMI KOJIIP

Tect Ha KeTOKUCIIOTH
3 2.4-nuHUTpOdEHI-
riApasuHOM

DeHUTKETOHYPIs, XBOpoOa
KJICHOBOTO CHPOIY, TICTUAMHEMIS,
TPaH3UTOPHA TUPO3WITYPIist

JKopTHit KOJIIp
IHTEHCUBHOCTI

pi3HO1

[Ipo6a beneaukra

HyxpoBuii giabet, BpoaKeHa Herle-
PEHOCHUMICTh JIAKTO3H Ta PPYKTO3H,
IUCTUHO3, TajJaKTO3eMis, HUPKOBa
TIIIOKO3Ypisi, cuHapoM DaHKOHI

Komip Bapiroe Bim 3e1eHOTO J10
OPaHXEBOTO

Hianig-HiTpomnpyc- lomonuctunypis, HUCTUHYPIs, | 3eneHuit KOJIIp pi3HO1
cuHui TecT bpania | rinepaMoHieMis IHTEHCUBHOCTI
Tect Miuona (Ha Tupo3nHo3, rajakTo3emisi, | YepBOHO-OpaHKXeBUH KOJIIp

GUIBTPYB. Mamnepi)

IIMCTHHO3, XBOpoOa XapTHyma

Tecr beppi (Ha
¢GUIBTPYB. mamnepi)

Jlesiki THIIM MYKOTIOTicaXapHJ103iB

Criiike nypmnypoBe Kijblle Ha
61akuTHOMY (OHI

IIpu mino3pi Ha MOpYUIEHHA IMEBHOI JIAHKW MeTa0o0JIi3My MPOBOJIUTHCA JIarHOCTHKA 3a
JIOTIOMOTOI0  TOHKOIIApOBOi ~ Xpomarorpadii aMiHOKHMCIOT, JIiMigiB, BYIJEBOIIB, Ta
OJIirocaxapuaiB; KiTbKiCHE BUSHAUEHHS TJIIKO3aMIHOTIIIKAHIB Ta CEUOBOT KHCIOTH B CEUi.

B psanl BumaakiB Ans CKPUHIHTY JOCHIKYIOTH KpoB. Tak, MeToioM enekTpodopesy
BUSBIISIOTHCS  AeekTH OoOMiHy reMorjio0iHy (remorioOiHonarii); mnpu mijgo3pi  Ha
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MITOXOH/IpiaJIbHI XBOPOOH BH3HAYAIOTh BMICT MIPYyBAaTy 1 JJAKTaT; TOHKOIIApOBa Xpomarorpadis
aMIHOKHCIIOT BUKOPHCTOBYETHCS UIS JIarHOCTUKU aMiHOAUTYpPiH.

KinneBwuii eram 0i0XIMIYHOI JiarHOCTHKM — 1€ TO4YHA Bepudikaiis 3axBoproBaHHs. [[is
YTOYHEHHS JIIarHO3y BUKOPHCTOBYIOTH KUIBKICHI BHCOKOTEXHOJIOTIYHI METOIH Oi0XiMigHOT
niarHocTUKU. Tak, A7 BUSBJICHHS CIIAQJAKOBUX MOPYIIEHb OOMIHY OpPraHiuHUX KHCIIOT, JKUPHUX
KHACJIOT, aMIHOKMCIIOT, MITOXOHJPIAJIbHUX XBOPOO BUKOPHUCTOBYIOTH METOJIM Ta30BO1
xpomarorpadii i Mac-crieKTpoMeTpii; sl BU3HAYEHHSI aMiHOKHUCIOTHOTO CHEKTPY KpOBi i cedli -
aMIHOKMCIIOTHHI aMiHOAHAI3aTop; KUIbKICHA pPiIMHHA Xpomatorpadis — s JiarHOCTHUKH
XBOpPOO OOMIHY OpraHIYHUX KHCIIOT, aMIHOKHCIOT, MITOXOHJpiaJbHUX XBOPOO, MOPYIICHHS
UKy CEYOBHHHU; KOJOPUMETPUYHHUN METOJA — JUIA BH3HAYCHHS PIBHSI OPOTOBOI KHCIOTH B
cedi, Ui JIarHOCTUKU TMOPYIIEHHS OOMIHY CEYOBOI1 KUCIOTH, JJISl MNIArHOCTHKHU PSIy XBOPOO
KOPUCHUMHM € Xpomarorpadis Ha 10HO-OOMIHHUX CMOJIaX, METOJ T'a30-pIAMHHOT XpomaTorpadii
Ta 1HII1. AKTUBHICTh (PEPMEHTY MOXKE JIOCIIPKYBATUCh B KYJIbTYP1 KJIITHH (JII30COMH1 XBOpOOH,
MYKOIIOJTiCaxapuao3).

JUid migTBEp/UKEHHS J1IarHO3Y MOTYTh BUKOPHCTOBYBATHCS HE TUIBKM O10XIMIUHI METO]H,
asie ¥ IUTOXIMIYHI, MOJIEKYJIIPHO-T€HETUYHI METO/IM, 010TICis TKAHUH Ta OPTaHiB 3 MOJAIbIINM
JNOCTPKEHHSIM TICTOJOTHYHUX TpenapariB MiJl CBITJIOBUM a0 €JIEKTPOHHHM MIKPOCKOTIOM
TOIIIO.

Macosuii ckpunine — 1ile MacoBe OOCTEKEHHS BCIX HOBOHAPO/KEHHX 3 METOI PaHHBOTO
BUSBJIEHHS Ha JOKIIHIYHINA CTajli 3aXBOpPIOBaHHS, JUIsI SKOTO PO3pOOJIEHO METOaH
MpodiIaKTUYHOTO JIKyBaHHs. PaHHe JikyBaHHS 3amo0irae po3BUTKY KIIIHIYHUX 03HAK XBOPOOH.
OCHOBHI BUMOTH JI0 CKPUHIHTOBUX TPOTPaM JJIsi MACOBOTO HEOHATAJILHOTO CKPUHIHTY:

1. Bucoka wacrtora 3axBoproBaHHsA B momyisiii. OCKUTBKM YacTOTa TEBHUX CITaJKOBHX
XBOPOO OOMIHY Bapito€ y pi3HUX MOMYJSIISAX, MEPeNiK 3aXBOPIOBAHb MOXKE BIAPIZHATHUCH Y
PI3HHMX KpaiHax Ta €THIYHUX Tpymnax. ¥ OUIBIIOCTI BUTIAJKIB CKPHUHYIOTHCS 3aXBOPIOBAHHS, ITI0
3yCTpiyaroThes B momyismii 3 dactororo 1:10 000 1 gactime (iHOAI — MEHII MOUTHPEHHI
3aXBOPIOBAHH).

2. 3axBoproBaHHs 0€3 CBOE€YACHOTO JIIKYBAaHHS MPHU3BOIUTH JI0 TSHKKHUX MOPYIIEHB 3JI0POB’ s,
pPaHHBO1 IHBAJITU3AITI].

3. IloBuHHI icCHYBaTH CIIOCOOH NPODIIAKTUYHOTO JTIKYBaHHS.

4. Meroau NIarHOCTUKKA MarlOTh OyTH BHCOKOYYTJIMBUMH (HE JaBaTH XUOHOHEraTHMBHHX
pe3ynbTaTiB), crneuuGiuHUMH  (JIONMYyCKA€ThCS HEBEIUKHHA BIJICOTOK XHOHOTIO3UTHUBHUX
pe3ynbTaTiB), EKOHOMIYHUMU; OI0JIOTTYHUN MaTepia AJis JiarHOCTUKHA Ma€ OyTH JOCTYITHUM. Y
OUTBIIOCTI TPOrpaM AOCTIKYIOTh KPOB.

5. Tun ycnaakyBaHHS XBOpoOU Ta il maToreHe3 MOBHHHI OYTH YITKO 3’SCOBaHi, Ui POJUHU
MO>KJIUBE MEAUKO-T€HETUYHE KOHCYIbTYBaHHS.

6. BuTpatu Ha CKpUHIHT-IPOTpaMH HE MOBUHHI MEPEBUIIYBATH BUTpPAT HA JIKYBaHHA U
yTpUMaHHS XBOPHX, SIKi CTAJIM 1HBaJIiJaMU BHACTIIOK JAHOTO 3aXBOPIOBAHHSI.

[Iporpama 0OOB’SI3KOBO MICTHTHh Taki eramu: 1) B3ATTA O10JIOrIYHOTO Marepiany Aus
JOCTIPKEHHSI y BCIX HOBOHAPOJPKEHUX 1 JOCTaBKa Marepially B JIarHOCTUYHY J1abopaTopiio;
2) nabopaTopHa IMpociBaroya [ialrHOCTHKA; 3) YTOYHIOKYA MiarHOCTHKA BCIX BHIMAJKIB 3
MO3UTUBHUMHU pe3ybTaTaMU MPH MPOCIOBAaHHI; 4) JIIKyBaHHS XBOPHX 1 IXHsI JUCIIaHCEpU3aLlis 3
KOHTPOJIEM 3a XOJIOM JIIKYBaHHS; 5) MEIUKO-TE€HETUYHE KOHCYIbTYBaHHS CIM 1.

IIporpamu MacoBOro CKpHHIHTY Ha CIaJKOBI XBOPOOH, L0 MiAJAIOThCS MPOQLIAKTUYHOMY
JIKYBAaHHIO, MOXYTb 3alpoBa/KyBaTHCA TUIBKM y MeXaX Jep)kaBHOI abo perioHanbHOT
CHCTEMH OXOPOHM 3/0pOB’A. YKpaiHi MPOBOAUTHCS MACOBHM CKPHUHIHI HOBOHApO/DKEHUX Ha
¢deHiTKeTOHYpit0. 3 ypaxXyBaHHSAM 4YacTOTH, €(PEKTHUBHOCTI MNPOQUIAKTUYHOTO JIKYBaHHS,
€KOHOMIYHOT 3HAuyIIOCTI MaTOJIOTii BIPOBA/PKYETHCS MPOBEAECHHS MAacOBOTO HEOHATAIBHOTO
CKPUHIHTY BPO/IXKEHOTO TOTUPEO3Y.
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3aBIaHHA I caMoNepeBipKU BUXiTHOTO PiBHS 3HAHb-BMIiHb

1. V nonoroBomy OyIMHKY HapOIHIacs
JIBUMHKA 3 IPUPOKEHUMHU BaJlaMu Ceplis,
HUPOK 1 TpaBHOI cuctemu. [locraBieHo
nonepeaHiii aiarao3 — “Cunapom Ensapmaca”.
3a I0TIOMOT 00 SIKOT'O METOly T€HETUKH
MOJKHA MITBEPAUTH JiarHo3?

A. X-cTaTeBoro XpoOMaTuHy

B. lepmarormidiunoro

C. bioxiMiyHOTO

D. I'eneanoriuyxoro

E. KapiotunyBanus

3. Ilpu nocnimpkeHH1 aMHIOTUYHOT PIIMHH,
OTPHUMAHOI TiJT YaC aMHIOIICHTE3Y, BUSBIICHO
KJIITHHH, S7Ipa SIKUX MICTATh TUTI bappa.
[Ipo m1o 11e MOKHE CBITIUTH?

A. Tpucowmis

B. Ionimtoinis

C. Po3BuUTOK 10y 5K1HOYOT CTaT1

D. Po3BuTOK 101y 40JIOBIHO1 CTAT1

E. 'eneTnuHe nopymeHHs! pO3BUTKY IJIOAY

5.V nuTrHU 3 OUIIBUM BOJIOCCAM 1 O/I1110F0
MIKIPOIO BIIMIYaIOTHCS 30UTBIIICHUI TOHYC
M’sI31B, CyJIOMU HEJIOYMKYBATICTh. SIKHil 13
METO/IIB BUBYEHHS CIIAJIKOBOCTI JIFOAUHU
HEOOXI1JTHO 3aCTOCYBATH JIJIs BCTAHOBJICHHS
JiarHo3y Iiei eH3uMonaTii?

A. llutoreneTnaHuit

B. TIonmynsmiiiHo-CTaTUCTUIHHI

C. bioxiMiyHuHA

D. I'eneanoriynmii

E. I'i6puam3arnii

7. Y nosioroBoMy OyIMHKY HapOIUBCS
XJIOITYUK 13 BKOPOUCHUMH KiHI[IBKAMH, MIKpPO-
nedaiero, aHTUMOHTOJIOITHUM PO3PI30M
ouei, emikaHTOM. BetaHOBIIEHO MomnepeHii
niaraos “cunapom Jlayna”. 3a 7omomMororo
SIKOTO METOJia TEHEeTUKH MOYHA MiATBEPIUTH
(cpocTyBaTH) 1€ giarHo3?

A. lIUTOreHeTHYHOTO

B. INomynsmiifiHO-CTaTUCTUYHOTO

C. bioxiMiyHOTO

D. bauzHiokoBoro

E. 'eneanorigyaoro

2. Ilpu o6crexenni niBunHM 18 pokiB
BUSIBJICHO HEJJOPO3BUHEHI IEYHUKH, ITMPOKI
TuIedi, By3bKuH Ta3 Ta “mms chinkca”, Ha
MiZICTaB1 YOTO BCTAHOBJICHO MOTICPEHIN
niaraos “cunapom lllepenieBcrkoro-
Tepuepa”. 3a 10IOMOT0I0 SIKOTO €KCIIpec-
METO/ly MOXXHa YyTOUHUTH LIeH J1iaruo3?

A. BAM3HIOKOBOTO

B. X-crareBoro xpomaTtuny

C. IonynAiiitHO-CTaTUCTUYHOTO

D. I'eneanoriunoro

E. BioximiuHoro

4.V OyKKaJIbHMX Ma3Kax eMiTelii0 *KIHKU B
SZIp1 KIITHH BHUSIBJICHO T10 JIBa TUTbIS bappa.
st AK0TO CHHAPOMY XapaKTEpHO OMUCAHE?
A. Tpucowmis 3a 21-10 aBTOCOMOIO
B. Tpucowmis 3a Y-XpoMOCOMOIO
C. Tpucowmis 3a 13-10 aBTOCOMOIO
D. MonocoMist 3a X-XpOMOCOMOIO
E. Tpucomis 3a X-XpoMOCOMOIO

6. Y HOBOHapOHKEHOT 1IarHOCTOBaHO
CyIOMH, OJTFOBOTY, KOBTSHHIIIO Ta
crenudiunmii 3anax ceui. Jlikap-reHeTHK
3aIi1I03pUB CIAJAKOBY XBOPOOY OOMIHY
pevyoBUH. SIKHi1 METOI BUBYCHHSI CTIaJIKOBOCTI
JIIOJTMHU TTOTPIOHO BUKOPUCTATH TIPH IILOMY
JUTsl BCTAHOBJIEHHS TOYHOTO JliarHO3y?

A. lepmarorimidiku

B. IonynsmiitHO-CTaTUCTUYHUMA

C. uToreHeTHIHUN

D. bansHrokoBuit

E. BioxiMiuHui

8. ¥V >kIHKU TIpH 00CTEKEHHI KIIITUH CIIU30BO1
000JIOHKH IIOKU HE BUSBIICHO IPY10YOK
CTaTE€BOr0 XpOMATUHY. SIke 3aXBOPIOBaHHS
MOJKHA ITPUITYCTUTH B HET?

A. Cungpom llepemescbkoro-TepHepa

B. Tpucomisa-X

C. Cungpom Jlayna

D. Cunzpom «KOTSUOTO KPUKY»

E. Cunnpowm Ilaray
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Nookowh

10.
11.

12.
13.
14.
15.

16.

IIuTaHHA 18 CAMOKOHTPOJII0

1o Take mopTpetHa niarnoctuka? HaBeaiTh BUKOPUCTAHHS KOMIT FOTEPHUX
JiarHOCTUYHUX MIpOTpam i 06a3 JaHuX.

Hagenits moka3aHHs 0 IUTOTEHETUYHOT JiarHoCTUKU. KapioTuiyBaHHSI.
OnwuuriTe METOIM PYTHHHOTO 1 JU(EepeHIIiaTbHOTO 3a0apBICHHS XPOMOCOM.
HagpenitTh MOJEKYISIPHO-IUTOT€HETHYHI METOTH.

OnwuiriTe BU3HAYCHHS CTATEBOTO XPOMATHHY.

Hagenits nokazanns g0 JJHK-giarHoCTHKY Ta MOJEKYISIPHO-TEHETHYHI METO/IH.
Omnumrite Etarmn IHK-iarHOCTHKY 3 BUKOPUCTAHHSM TOJTIMEPA3HOT JIAHIFOTOBO1
peaxuii (IIJIP) ta mogudikarii [TJIP.

Onuuiite BUKOPUCTaHHS PECTPUKTA3, BU3HAUEHHS MOJIMOP(DI3MY T0BKUH
pECTPUKILIHHUX QparmMeHTiB, O10T-riOpuan3anito 3a Cay3epHom Ta cekBeHyBaHHs JIHK.
Onumrite npsimi 1 Henpsimi metoau JJHK-niarnoctukn.

BuxopucranHs MOJEKYISIPHO-TEHETUYHUX METO/IIB y CYy/1I0BI MEAUIIMHI.
Onunite MeTo nepmatoriidiku. HaBeniTs 0co0MMBOCTI nepmaToriidiku mpu
XPOMOCOMHUX XBOpOOax.

Hasenite mokasanHasa 10 0i0XIMIYHOT qiarHOCTHUKY. BioXIMIYHI METOIH.

OnumiiTe NPUHIMUIN CEJIEKTUBHOTO Ta MaCOBOTO CKPUHIHTY.

Onumiite BUMOTH JI0 CKPUHIHTOBUX MPOTpam JiJIsi MaCOBOT'O HEOHATAIbHOTO CKPUHIHTY.
HaBenith npukiaan npocTux sIKICHUX €KCIIPeCc-TeCTIB, BAKOPUCTOBYBAHUX IS
CEYOBOTO CKPHUHIHTY.

OnumriTh CKpUHIHTI HA (DEHUTKETOHYPII0, BPO/DKEHUN TIMOTHPEO3, TATTAKTO3EMIIO,
MYKOBICIIH/IO3 Ta aJpCHOTEHITATBHIUN CUHIPOM

INPAKTUYHI AYJAUTOPHI 3AB/IAHHA

3aBaannsa 1. O0epiTh OHY IPABUIBHY BiIOBIIb.

1. JI;st 1larHOCTUKM XPOMOCOMHHUX XBOPOO 2. IIpu BurotoBiienHi Mmeradas3Hoi mac-
BUKOPHUCTOBYIOTh BCi METO/IM, 32 BUHATKOM:  THUHKH JUJISl KAPIOTUITYBaHHS

A. KapioTumnyBaHHs.

B. BusHaueHHs CTaTeBOro XpoMaTHHY.
C. bioximiyHuUH.

D. Metoau JIHK-miarHocTHKH.

E. lepmarormidiuamii

BUKOPUCTOBYIOTh KOJIXIIIMH. SIK BIH Ji€ Ha
aimponutu?
A. CTUMYIIOE KIIITUHU JI0 MITO3Y.
B. Cripuunnioe HaOyXaHHs KJIITHHU.
C. 3ynunse Mito3 B MeTagasi.
D. 3ynunse mito3 B aHagasi.
E. CnpuuunHioe HabyxaHHS XpOMOCOM

3. ¥V xnomuuka 3 cuaapomoM Knaitndens- 4. AMHIOTHYHA piIUHA MICTUTH OLIKH,

tepa kapiotun 49, XXXXY. SKy KiIbKICTh BYIJIEBOM, (ochotinian, MiHEpabHi CoJli,
Tenels bappa Mo)kHa 3HAMTH B KIIITHHAX TOPMOHH, a TAKOX 3JTYIIEH1 KIITHHU
eMiTeNilo 13 CAM30BOi 0OOJOHKHU IOKHU? eninepMicy. SIkuif MeTo]] reHeTUKU
A. 0. 3aCTOCYIOTb JIKapi AJIsl BCTAHOBJIEHHS CTaTi
B. 1. JTUTHHH, JOCTIHKYIOUN BMICT Ii€T piTuHU?
C. 2 A. BioxiMiuHMi
D. 3. B. I'eneanoriunuit
E. 4. C. lluToreHeTUUHUI

D. I'ibpu nuzaii
E. MoaemoBaHHs
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5. Iloka3aHHAM JU1s IPOBEICHHS
[UTOTEHETUYHOTO AHATI3Y €:

A. T'emarocnneHomeranisi, KaTapakTa,
PO3yMOBa BiJICTAICTb.

B. 3BuuHe HEBUHONTYBaHHS BariTHOCTI 1
HasBHICTh MEPTBOHAPOKCHb B aHAMHE3I.

C. HenepeHOCHICTh IETKUX XapuOBUX
MPOIYKTIB, TEMOJITHYHI KPi3H.

D. IIporpenienTHa BTpaTa HAOYTUX
HAaBHYOK, CYJIOMH, CIIACTUYHI IMaparivi.

E. HeBposoriuHi nposiBu (CyaoMH,
3HMKEHHS a00 HIABUIIIEHHS M’ SI30BOTO
TOHYCY, CHACTHUH1 Iape3H).

7. OnirodpeHist y TUTUHU B MTOEIHAHHI 3
BaJlaMH PO3BUTKY 1 MIKpPOQHOMAITISIMU
PO3BUTKY € TOKA3aHHAMM JUIS:

A. KapioTunyBaHHs.

B. MonekynsipHO-IITUTOT€HETUYHOT
J1arHOCTUKA

C. BioxuMI4HOT 11arHOCTHUKH.

D. depmaTormipiyHOTO AOCTIIHKEHHS.
E. MonekynsipHO-T€HETUYHOTO
OCIIKEHHS.

9. V xinku 3 onirodpeHiero kapiotun 48,
XXXX. Slka KUIbKICTh TPYJOK CTATEBOTO
XpOMaTuHy Oyzie B OyKaJIbHOMY 31CKPiOKY?
A. 0.

moOOw
PN BE

11. IlokazaHHAM 10 NPOBEICHHS
010XIMIYHOI'O T€HETUYHOTO IOCHIDKEHHS €
BC1 KIIIHIYHI CUTYallil, 32 BUHATKOM:

A. Cynomu, migBuiieHa 30yAIuBiCTb,
BiJICTaBaHHS B ICUXOMOTOPHOMY PO3BUTKY.
B. XpoHiyHa MHEBMOHIs, TOPYIIECHHS
BCMOKTYBaHHS B KUIICUHUKY, T1IOTPOdisl.
C. KarapakTa, renaTocrieHoMeraris,
BiJICTABaHHS B PO3BUTKY.

D. Mikpouedais, rimomirMmeHTais,
3aTpUMKa MOTOPHOTO 1 MOBHOTO PO3BHTKY.
E. IIpupokeHi Baiu pPO3BUTKY.

3aBnannda 2. [Ipoananizyiite eHOTUNH XBOPUX (KAPTKU y BUKIIa/1a4a)

Ta CKJIAAITh IJIAaH OOCTEKEHHS.

6. [lepmum eTamom AIarHOCTUKH CIIAKOBUX
XBOPOO, 3yMOBJICHHUX MOPYIICHHSIM OOMIHY
PEUOBUH, € CKPUHIHT-METO/, MICIs SIKOTO
BUKOPHCTOBYIOTH OLTBII TOYHI METOIUKH
JOCITIDKEHHST (PepMEHTIB, aMIHOKHUCIIOT
Totmo. SIKy Ha3By JicTaB el MeToa?

A. IlutoreneTnynuii

B. INonymsimiitHO-cTaTUCTHYHU T
C. I'opuamzarii

D. Bioximignwuii

E. I'eneanoriunmii

8. BusiBIIEHHS CTaTEBOr0 XpOMAaTHHY B
KJIITHHAX €MITeNII0 CIU3UCTOI MOPOKHUHU
poTa — 1€ eKCIpPec-MeTO/I TIarHOCTHKHU

A. Cunapomy [layna.

B. Cunnpomy Hlepemescekoro-TepHepa.
C. Cungpomy Ilatay.

D. Iomnicomii Y.

E. M’s130B01 nmuctpodii JromeHHa.

10. ITomimepasna nanmrorosa peakitist (I1JIP)
BHUKOPUCTOBYETHCS y BCIX BUMAAKAX, KPIM:

A. JliarHOCTUKH MOHOTEHHUX XBOPOO.

B. I'eHOMHOT TaKTUITOCKOTTIT B CYAOBIi
MEIULINHI.

C. JliarHOCTHKH BPOJDKEHUX BaJl PO3BHUTKY.
D. JIiarHOCTHKHM OHKOJIOTTYHUX XBOPOO.

E. Jliarnoctuku iHMEKIIHHUX XBOPOO.

12. 115t MiarHOCTHKW CHHAPOMY
Knaitndenbrepa BUKOPUCTOBYIOTHCS METO/IU:
A. KapiotunyBanns, JJHK-niarnoctuxa,
MOPTPETHA JIarHOCTHKA.
B. IlopTpeTHa miarHocTuka, 6i0XiMidH1
meroau, JJHK-giaraoctuka.
C. I'eneanoriunuii MeTO[, MOPTPETHA
1arHOCTHKA.
D. IlopTpeTHa AlarHOCTHKA, KapiOTHITY-
BaHHs, BU3HAYCHHS CTaTEBOTO
XpOMaTHHY.
E. IloptpeTHa aiarHocTrka, 010XiMIuyHHIA
METO/I, KapiOTUITyBaHHSI.
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3aBpnannda 3. Po3B’soKiTh cUTyalliiiH1 3a/1a4i:

1. Jlo MeauKo-reHeTUYHOi KOHCYJbTallli 3BEepHyJacsi ciM’s 3 NPUBOLY
3BUYHOI'0 HEBMHOUIYBAaHHS BariTHOCTI. B aHaMHe31 y *IHKM YOTHpPU CHOHTaHHI
abopTH B MEPIIOMY TPUMECTPl BariTHOCTI. SIki OOCTexeHHs OyIyTh HaWOLIbII
1HGOPMATUBHUMU JJIsl YTOUHEHHS J11arHO3Y?

2. [IpoGang — xmnomuuk 9 mic. Matu cKkap>KUThCsl Ha BIACTaBaHHS B PO3BUTKY
3 4 Mic, MJISBICTb, COHJIUBICTb, TpU4Yl OynHM CyaoMHU. Y XJIOMYMKAa BUpakxeHa
M’5130Ba TIMOTOHIS, IIKipa CBITJAa 3 €K3eMaTO3HUM BUCHUIIAHHSIM, BOJIOCCS PYCSBE,
04l SCHO-OJIaKMTHI, «MHILIAYUI» 3amax MoTy 1 ceyl. ke oOcTexeHHs HeOOXITHO
IPOBECTHU B MEPIIY Yepry?

3. V 6-piuHOi AIBYMHKU 3 4-pIYHOrO BIKY BTpaTa HaOyTHX HaBUYOK, «rpyOi
pucu  O0dMYYS», KaMOTOJAKTWIIIA, TYrOpyXJIMBICTh CYIJIOOIB, KaTapakra,
3HIDKEHHSI CIIyXy. 3a KIIHIYHOK CHMITOMATHKOI TIONEpPEIHI JlarH03 —
MyKoOToricaxapuio3. SIke o0CTeKeHHsI HEOOX1THO TTPOBECTU JJISl TIATBEPIKEHHSI
JiarHosy?

4. Jlo MEANKO-TeHETUIHOI KOHCYIBTAIlii 3BepHYJIacs CiM’sl — 3I0pOBE MOJIOJIC
noJpy>xoks. Bin mepiroi BariTHOCTI HAapOAMBCS XJOMYUK 3 MYKOBICIIHIO30M.
MouekynsipHO-TEHETUYHE OOCTEKEHHS TOAPYXOKA ToKaszalo, 0 oOuaBa €
HocisitMu myTarllii AF508 y reHi, mo Koaye TpaHCTIOPTHUM MeMOpaHHUM OUTOK st
xnopudiB. [Ipu apyriii BariTHOCTI MPOBEICHO XOPIOLEHTE3 1 OTPUMAHO TKAHUHY
XopioHa. SIke TocaiKeHHsT XOpioHa HE0OX1THO TTPOBECTH ?

OcHoBHa JiTeparypa:

1. Menuuna reneruka: [linpyunuk as By3iB / B. M. 3anopoxan, 1O. 1. baxopa, A. B.
[lIeBenenkoBa, M. M. YecHokoBa. Oneca: Onec. epx. Mexa. Yu-t, 2005. C. 51-72.

2. Meauuna reneruka: [linpyunuk / 3a pen. uin.-kop. AMH VYkpainu, npod. O. f. ['peuaninoi,
npod. P. B. boratupsoBoi, mpod. O. I1. Bonocosus. Kuis: Meauuuna, 2007. 536 c.

3. Kiununyeckas renetuka. YueOHOe mocodue kK nmpaktudeckum 3ausatusM / baxopa 1O. U.,
[lesenenxoBa A. B., Kusan 3. H. u ap. Ogneca: Onec. roc. mea. yu-T, 2001. C. 36-50.

JlomaTkoBa:

1. bouxoB H. IL, Ily3sipeB B. Il., Cmupnuxuna C. A. Knunuueckass reneruka. 4-e u3n.,
nepepabd. u gon. Mocksa: [DOTAP-ME/], 2011. 592 c.

2. Teneruka. Yuebnuk s By3oB / [log pen. akanemika PAMH B. U. MBanosa. Mocksa: UKI]
«AxagemkHuray, 2006. C. 411-429

3. Meaununckas renetuka: YueOnuk / Kon. ABT.; mon pea. wi.-kop. AMH Ykpaunsl, npod.
E. 4. I'pevanunoii, npod. P.B. boratsipeBoii, mnpod. A. Il Bomocora. Kwuis: BCU
«Menmumuaay, 2010. 552 c.
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IIpakTuyne 3anaTT Ne 7

PIBHI TA HIVIAXH ITPOBEJAEHHSA ITPOPIIAKTUKH CITAIKOBHUX
XBOPOb. MEJIUMKO-TEHETUYHE KOHCYJIbTYBAHHA

Iii 3aHATTS:

3aranpHi iJ1i: 3HaTH PiBHI Ta NUISAXH MPOBEICHHS MPOUIAKTHKH CIIaAKOBHX XBOPOO, 3a1a4i
MEINUKO-TEHETHYHOTO KOHCYIbTYBAaHHS, MPEHATAIBHOI JIarHOCTUKU Ta CKPUHYIOUUX
porpam.

BuxoBHi 11i11: BMITH TIOSICHUTH 6aThbKaM HEOOXIHICTh CBOE€YACHOT 1 TOYHOI, Y TOMY YHCIT
MpeHATAIBHOT IIArHOCTHUKHU CIIaIKOBOTO 3aXBOPIOBAHHSI.

KonxkpetHi mini:

SHamu.

—  MpbOXpieHe8Y NPOPINaKmMuKy 8poOHCeHOI ma cnaoko8oi namonozii;

—  emiono2iuHi hakmopu 8poOAHCEHUX Ma CNAOKOBUX XBOPOO,

—  3aX80pI06AHHS, WO NIONAAI0Mb MACOBOMY CKPUHIHZY V) HOBOHAPOONCEHUX, NPUHYUNU
opeanizayii CKpUHYIOUUX npocpam,

—  NOKA3aMHs 00 NPEeHAMAanbHOI 0Ia2HOCTMUKIL,

—  aneopumm mMeouKo-2eHemu4Ho20 KOHCYIbMY8aAHH s,

—  aneopumm npeHamanbHoi OiacHOCMUKU.

eMImu:
— npoeecmu obcmediceHHsA cim'i, wo obmsadicena cnaoko8or namoaoi€er,
—  suHauumMu niaH oocmedicenus cim'i;
—  BUBHAYUMU NOKA3AHHS MA NPOMUNOKA3AHHA 00 NPEHAMANbHOI OiA2HOCMUKU,
—  mpoaHanizysamu pe3yibmamu npo8eOeHUX 00CII0NHCEeHb, HAOAMU 3aKIHOYEeHHS.

JoaynuropHa caMoCTiiiHA MiATOTOBKA

3MmicT Temu

OctaHHIMH pOKaMH Y 3B 513Ky 3 pO3MIM(POBKOIO T€HOMY JIFOJIMHU, BUBUYCHHSM IaTOTCHE3Y
CIaJIKOBUX 3aXBOPIOBAHb 3’SIBUJIACS MOJKIIMBICTB iX JIiKyBaHHs. [IpoTe OUIBIIICTH CHAKOBUX
3aXBOPIOBaHb 3AIUIIAIOTHCS (aTaJbHUMH, CIPUUMHIOIYH TSOKKY IHBAIIIU3AII0 Ta PaHHIO
cMepTh XBopux. ToMmy mpoditakTHIll cCagKoBOI MAaTOJOri] BiJIa€ThCS CHOTOIHI IIepeBara K 3a
IIUPOTOI0 MOXIJIMBOCTEH, TaKk 1 3 €KOHOMIYHUX MipKyBaHb. [Ipodinaktuyni 3axoau
BUSBIISIIOTHCSl 3HAUHO JEUIEBIIMMU 3a JiKyBajbHi. Hanpuknan, 3a manumu BOO3, nikyBaHHS
Tajacemii y xiteit 1o 1 poky komtye B 1,4-2,3 pa3y (3ay1exHO Bif kpaiHu), a 10 10 pokiB — B
16,3-22,7 pa3y Aopokye, HDK 3aX0AW 3amoOiraHHs HAapOJKEHHIO XBOopoi auTuHuU. [lomiOHi
nudpy OTPUMAHO W LIOJ0 IHIIUX 3aXBOpIOBaHb (cuHApoM JlayHa, nedekTu HepBOBOI TPYOKH,
MYKOBICITII03 TOIIIO).

KoxHa JrojHa € HOCIEM pelieCHBHUX NaTOJIOTTYHHUX I'eHiB. SIKIO BpaxyBaTH, IO 3arajbHa
KUIBKICTh PI3HUX MOHOTE€HHHX 3aXBOPIOBAHb CTAaHOBUTH 0113bK0 4000 HO30JOTIYHUX OJIMHUIIb,
BUSIBIISIETHCS, 1110 B CEPEIHbOMY KOXKHA JIIOJAMHA € HOCIEM MYTaHTHHX aJlelliB MPUOJIN3HO JECATH
reHiB. Halip 1ux reHiB pisHMH y pi3HHX JI0JEH, KpiM pojaudiB. BpaxoByroui 110 y JIIOJUHU
YacTO BUHHMKAIOTh HOBI MyTallii Ta NPUYMHOIO BPOJPKEHOT MATOJIOTIi MOXKYTh OyTH TepaTOTeHH1
¢bakTOopy, B LUIOMY 3arajJbHONOMYNSALIMHUA T€HETHYHUN PH3UK JUIsl 30pOBHUX OaThKIB-
HEPOAMYIB Y ONTHUMAJIBHOMY MITOPOJHOMY BIIll OLIHIOETbCA B 5,5 %; 1€l pU3HK I1CTOTHO
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MIIBUIYETbCA 3 BIKOM OAaThKiB, MPH OJIM3BKOCHOPITHEHUX MHUII00aX, y CiM’i, siKka BXKe Mae
XBOPY AUTHHY TOIIIO.

Ilepsunna npoginaxmuka — 3axoau, CIPSMOBAHI Ha 3amoOOIraHHS 3auammio XBOPOi
IUTUHU; 6MOPUHHA RPOGinakmuka — 3axX0H, CIPSIMOBAHI Ha 3aMOOIraHHS HAPOOIHCEHHIO
XBOPOi IUTHHH 200 (POPMYBAHHIO MMATOJOTTYHOTO (DEHOTHUILY.

OcHOBHi HANIPSIMU NePBUHHOI NPOGITAKTHKH:

1. OxopoHa HaBKOJIMIIHBOTO CepeioBUIIA (’KOPCTKUI KOHTPOJIb MyTareHiB i TEpaTOTEHIB).

2. BripoBajpkeHHS IPOrpaMyu FT€eHETUYHOTO MOHITOPUHTY MOTTYJISLL.

3. [lmanyBaHHS IITOHAPOIKEHHS:

— BUOIp onTUMaNbHOTO BiKY (21-35 pokiB mist skiHOK 1 21-40 poKiB IS YOJOBIKIB);

— B1IMOBA Bl JITOHAPOXKEHHS Y pa3l BUCOKOIO PU3UKY CIIaIKOBO1 MaTOJIOTI;

— BIJIMOBA BiJ] OJIM3HKOCIIOPITHEHUX IUTIO01B.

4. Menuko-reHeTUYHEe KOHCY/IbTYBAaHHS CIMEH, SIKI MalOTh XBOPY JUTHHY (PETPOCIIEKTHBHE)
a00 110 MiTOHAPOKEHHS (ITPOCTIEKTUBHE).

5. [Ipexonuenuiiina npoduTakTHKa CIaJIKOBUX XBOPOO:

— CTBOPEHHSI ONTHUMAJILHUX YMOB JUIsl FaMeTOreHe3y (310pOBHil CrIOCiO KUTTH);

— B)KMBAaHHJ MOJIIBITAMIHIB 3 MIKpoeieMeHTaMH (i10]1, MapraHelpb, IUHK Ta iH.);

— BXuBaHHA ¢omieBoi K-Tu mo 400 MKr moOIHS (3HMXKYETHCS 4YacTOTa BaJl HEPBOBOI
TpyGKH);

— B €H/IEMIYHUX pallOHaX HACUYEHHS MPOIYKTIB XapuyBaHHS HOJ/IOM;

— Ha TepUTOpisIX, 3a0pyAH. paliOHYKIiAaMH, 3aCTOCOBYETbCS CIeEIlalibHa pPajlio3axHCcHa
aiera.

6. BnpoBamkeHHs METOMIB [IarHOCTHUKH CIIQJKOBOI MATOJIOTii B CHCTEMY CYYacHHX
PENpOyKTUBHUX TEXHOJIOTIH.

OcHOBHI HANPSIMU BTOPUHHOI NPOQLIAKTUKM:

1. IlpenaranpHa giarHOCTHKA.

2. IlepepuBaHHs BariTHOCTI y BUMAJAKY, KOJHU Yy IUIOJA TIAarHOCTOBAHO CIAJIKOBY IMATOJOTIIO,
0 TPHU3BOJUTH JI0 TSHKKOI IHBaTimM3allii, paHHbOI CMEpTi 1 He iCHye e()EeKTUBHHX METO/IIB
JIIKYBaHHS.

3. JlikyBaHHS IEIKUX CHAJKOBUX 3aXBOPIOBAHb 1 BaJl PO3BUTKY Yy IJIOAA B TIEPIO]] BariTHOCTI.

4., MacoBuii CKpPUHIHT HOBOHAPO/UKEHUX 3 METOK [IarHOCTMKW B JOKIIHIYHIA CcTamii
CIaIKOBUX 3aXBOPIOBaHb, IS SIKMX pO3POOJICHO METOMM MPOQUIAKTUYHOTO JIIKyBaHHS
(beninkeToHypis, rinoTUpeos Ta id.). [lpodinakrruune nikyBaHHS XBOPHUX.

5. BusiBJICHHS reTepO3UTOTHUX HOCIIB PEIIECUBHUX MYTAaHTHUX TC€HIB.

6. Bu3HaueHHs IeHIB CMAKOBHX 3aXBOPIOBaHb, IO IMI3HO BHUSBIISIOTHCS, I'EHIB CXMIIBHOCTI
70 MyJbTU(AKTOPiabHUX 3aXBOPIOBAHb 1 MPOQLIAKTHKA I[i€] MaTOJIOT1] y HOCIiB I'eHiB.

7. Y mepcnekTrBi — CTBOPEHHS T€HETHYHOTO MaclopTa HOBOHAPOHKEHHUX.

I'enetuuHuii  MoHiTOPMHr momyasinii BKJIIOYae aHaii3 piBHA  3a0pyIHEHOCTI
HaBKOJIMITHBOTO CEPEJOBHUINA MyTareéHaMH, a TaKOX CHCTEMAaTHYHE CTEXKEHHS 3a JMHAMIKOIO
YaCTOTH 1 CIIEKTpPa CHaJIKOBOI MATOJIOT11; MOXKe 3/IIIICHIOBATUCS KUTbKOMA CIIOCOOAMHU.

1. AmnHani3 4acToTM TaK 3BaHUX «CTOPOXKOBUX (PEHOTHIIIB» y HOBOHAPOJPKEHHUX (Ta i y
MEpPTBOHAPODKEHUX). SIK CTOPOKOBI PEHOTUIIH MOXKYTh BUKOPHUCTOBYBATHCSL:

— aBTOCOMHO-JIOMIHaHTHI a0o X-3ueIuleHl 3aXBOPIOBaHHS, $KI JI1arHOCTYIOThCS 3
MIHIMAJTbHU-MU NOMWIKaMH, MaroTh 100 % TNeHeTpaHTHICTh Ta OJHOPIIHY EKCIPECUBHICTD
(axoHgpomaszis, CUHAPOM Arepa, eKTpoJaKTuilis, HeppobdiacToma, peTHHOOIACTOMA Ta iH.)
HapomxeHHst XBOpOi IUTHHU Y 30pOBHUX OaTbKIB CBIIYUTH PO MyTalito de novo;

— 1307pOBaHI  MyNbTH(AKTOpiadbHI BPO/UKEHI Baad  PO3BUTKY  (aHeHuedais,
CIIMHHOMO3KOBA TPIIKa, LIUIMHA T'yOu 1/abo migHeOIHHs, penyKIliiHI Baau KIHLIBOK, aTpesis
CTpaBOXOJly ¥ aHyca), PO3BUTOK SKHMX 3YMOBIJICHHH T€HETMUYHUMHU (haKTOpaMmH 1 i€t (akTopiB
CepeIoBUINA;
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— MHOXHHHI BPOJPKEH1 BaJIl PO3BUTKY;

— cunjapom Jlayna 6inbine HiK y 90 % BHUMAAKiB € pe3ynbTaTOM HOBOi MyTallil, TOMY BiH
MOKe OyTH IHAWKATOpPOM MYTAareHHOTO BIUIMBY HaBKOJIMIIHBOTO cepenoBuiia. [IpoBoauThes
aHaJIi3 4aCTOTH ¥ IHIIMX XPOMOCOMHUX CUHApOoMIB — [latay, EnBapaca, «KOTS40TO KpUKY».

2. 3MiICHEHHS MacOBOTO CKPUHIHTY CIaJKOBUX XBOPOO — (PEHUIKETOHYPIi, TITOTHPEO3y Ta
iH.

3. lluToreHeTHYHNI CKPUHIHT HOBOHAPO/HKEHUX B €KOJIOTIYHO HECTIPHSTIMBHX PaiOHAX —
OILIIHIOETHCS YaCTOTAa XPOMOCOMHOI abepartii B miMdorurax nepudepuaHoi KpoBi.

4. Anani3z xapT peectparii Oe3MUTIMHUX IITI00IB, CIIOHTAHHUX a0OPTIB, aHAN3Y (PEHOTHITY
TUI0/Ia 33 JAHUMHU YABTPA3BYKOBOTO JOCTI/PKEHHS Ta HI JOKYMEHTH.

Tloka3aHHA 10 MeINKO-TEHETHYHOI0 KOHCYJIbTYBAHHSA (3ri,z(Ho 3 Haka3oM MO3 Ykpaiau Ne 641/84):

1. Bix BaritHOi 10 18 pokiB, a Takox 35 pokiB 1 6ublIe. Bik yonosika 40 pokiB 1 OuIbIIIE.

2. HasBHICTh y OJJHOTO 3 MIOAPYXKSI XPOMOCOMHO1 IIepe0y10BU a00 Bail PO3BUTKY.

3. HasiBHICTh B aHamMHe31 JiTel 31 CIaIKOBUMU XBOpoOaMu 0OMiHY; OB’ I3aHUMH 31 CTATTIO;
BPOJDKEHOIO TIMOIUIA31€0 KOPU HATHUPKOBUX, BPOHKEHUMHU 130JIbOBAHUMH a00 MHOKUHHUMH
BaJlaMH PO3BUTKY, XpPOMOCOMHUMU XBopoOamu, PO3yMOBOIO BIZICTAJIICTIO,
MEPTBOHAPOKEHHSIM.

4. HasBHICTh BHILI€3a3HAYEHOT [1ATOJIOTIi Cepe]l POAUYIB.

5. KpoBHocnopigHeHuii nuio0.

6. 3BUYHE HEBUHOIIIYBaHHS BarirHOCT1 HEBCTAHOBJIEHOTO I€HE3Y.

7. HecnipusITIuBI BIUIMBU Y paHHI TEPMIHM BariTHOCTI (3aXBOPIOBAHHS, JIarHOCTHYHI a0o0
JIKYBaJIbHI IPOTIEAYPH, TIPUHOM METUKAMEHTIB).

8. YckmamHeHuii mepeOir BariTHOCTI (3arpo3a IMepepuBaHHs 3 PAaHHBOTO TEPMIHY, SKa HE
MIIAEThCS Tepalrii, 0araToBOAIS 1 MATOBOIIA).

9. IlaTonoris maoaa, BUsBJICHA MPU YIBTPA3BYKOBOMY JTOCITIKEHHI.

10. 3mina moKka3HWKIB CcKpuHIHTOBHX (akTopiB: PAPP-A, anbda-deronporeiny,
XOPIOHIYHOTO TOHAJOTPOTIHY, ECTPIONy.

11. HasgBHICTB y TOAPYXOKS MIKTMBUX (DAKTOPIB, MOB’A3aHUX 13 IPOdeciero.

12. IlepBuHHa ameHOpEs], MOPYIIEHHS MEHCTPYaJIbHOTO IIUKITY HEBCTAHOBIICHOTO I'€HE3Y.

13. CiM’s 3 HEIUTIOHICTIO.

OCHO6HI 30480AHHA 2eHEMUYHO20 KOHCYIbIMYBAHHA:

BCTaHOBJICHHSI TOUHOTO JI1arHO3y CHaJKOBOI XBOPOOH;

BHU3HAUEHHS TUITY YCHAJKyBaHHS 3aXBOPIOBAHHS B 1M POJIMHI,

OIlIHKa PU3HKY PELUIUBY 3aXBOPIOBAHHSA Y LiH POIMHI;

BHU3HAYEHHS Halle()eKTUBHIMIOTO MPO(LIAKTUYHOTO CIOCO0Y;

MOSICHEHHSI THM, XTO 3BEpHYBCS, BaXJIMBICTh 310paHOoi Ta mMpoaHaIi30BaHOL
iHbopMallii, TeHETUYHOTO TPOTHO3Y Ta METOIB MPO(PLIAKTUKH.

YVVVYYYV

Ilepwiuit eman reHETUYHOTO KOHCYJIBTYBaHHS IOJIATA€ y 3’SICYBaHHI A1arHO3y CIaKOBOIO
3aXBOPIOBAaHHS 3a JIOTIOMOIOI0 TI'€HETHYHUX METOJIB Ta BHM3HAYEHHI TUIY YCHAJKyBaHHS
3aXBOPIOBAHHA y Wil poauHi. J[Js yTOYHEHHS JiarHO3y MOYKHa BUKOPHCTOBYBaTH CHHAPOMHY
JIarHOCTUKY, T€HEaJIOriyHy, IUTOreHETHYHY, CHeliadbHy OIl0XIMIYHY Ta  METOIH
JHK-nmiarnoctuku. [leTanbHuit poAoBi 103BOJISE 3HANTH TEHOTUITH POIUYIB.

Jpyzuit eman — po3paxynok eenemuuno2o puzuxy. BilpaBHOIO TOYKOIO € POJIOBI POJIUHH.
(st GaraToakTOpHUX 3aXBOPIOBaHb I'€HETHUHHH PU3UK PO3PaxXOBYETHCS 3a CIELiaIbHUMU
TAOIUISIMU €MITIPUYHOTO TeHETUYHOTO PU3MKY. /s poudiB mepioro cTymneHs (cubcu i AiTH)
HOro MOXHa OOYMCIUTH AK KBAaJPAaTHUHM KOPIHb YacCTOTH MOMYJNALIi, JUIs POAMUYIB JPYroro
CTyIeHs pU3uK jopiBHIOe q°%, e q — 3axBopioBaHicTh y momyJsii. OfHAK Ii po3paxyHKH
JOCUTH I'pyol.)

Tpemiii eman — oyinka ceHemuuno2o pusuxy. SIKIO pU3UK HAPOJKEHHS XBOPOTO CTAHOBUTH
10 5%, BiH HU3bKUH, 1 BUHOLITYBAaHHS TUTUHH B 111l pOAMHI HE MAa€ MPOTUIOKA3aHb. PU3uK Bix 6
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10 20% BBakaeTbcsa CEepeHIM. Y LIbOMY BHITQJKy PEKOMEHALl 1010 BUHOIIYBAHHS AUTUHU
3aJieKaTh HE TUIBKU BiJI CTYNEHS PU3UKY, ajle TAaKOX BiJ TSKKOCTI Ta COLIaIbHUX HACIHIJIKIB
[[FOTO 3aXBOPIOBAHHS Ta Bil MOXKJIIMBOCTI IPEHATAIBHOT JIarHOCTUKHU. SIKIII0 TeHETHYHUH PU3UK
nepesunrye 20%, BIH — BHCOKHH; TOMY, SKIIO METOJM NpPEHATaIbHOI iarHOCTUKU TaKOl
MaTOJIOT1i BiICYTHI, MOAJIBIII ITOJIOTH B LIl pOJAWHI HE PEKOMEHTYIOTHCS.

Yemeepmuil 3aKTI0YHUN eman — BUCHOBOK IIPO TCHETUYHE KOHCYJIbTYBAHHS Ta IMOPAaX
0arbkaM. BoHM CTOCYIOTBCS MTPOTHO3Y 3I0POBOTO MOTOMCTBA 1 MOYJIMBOCTI JITOHAPOKCHHS.
BuCHOBKYM TeHETHKA MalOTh PEKOMEHIAIIHHUI XapakTep. PilieHHs mpo HapOPKEHHS AUTUHH
3aJIMIIAETHCS 32 MOAPYAOKSIM. | eHeTHK Mae cripaBy He JIMIIE 3 MEIUYHUMU MpobiaemMamu, a i 3
MOPAIBHO-CTUYHUMH TpobieMamMu. Y Oyab-sKild pOIMHI HAPOJUKCHHS AUTHUHH 31 CIaJKOBUM
3aXBOPIOBAaHHSAM a00 BPODKEHMMHU BaJlaMU pO3BUTKY € IICHMXOJIOTIUHOIO0 TpaBMmoto. [lapa
BiJIUyBa€ MPOBHHY 3a T€, 1[0 CTAIOCS; KOMIUIEKC HEMOBHOIIIHHOCTI. Y JESIKUX BHUIAJKaX MOCTA€E
MUTaHHS Mpo 30epexeHHs ciM'l. BBakaiooTh, 110 HAa MEIUKO-TEHETUYHY KOHCYJIbTALlIl0
JOLIBHO HAMpaBJIsA-TH MOAPYXKKS HE paHille HDK yepe3 3—6 MiC MICisl BCTAHOBJIEHHS J1arHO3Y
CIa/IKOBOi XBOPOOH, OCKUIBKHU B LieH Nepioj BiIOyBa€eThCs afanTallis 0 CUTyallli, 110 CKJIanacs.
Po3MoBa MK T€HETHKOM 1 Mapor MOXE JOMOMOITH IM aJalTyBaTUCS /O CHUTYallli, 3HITH
MOYYTTS MPOBUHM 1, TAKUM YMHOM, MIATOTYBATUCA IO MOAAIBIINX JiH.

IIpexonuenuiiina npoginakTHKa CraJKOBUX XBOPOO CKIIAAA€ThCs 3 4 eTariB:

1. Menuko-reHeTUYHEe KOHCYJIbTYBaHHS, OOCTEKEHHS CIM 1.

2. [lpeBeHTHBHA caHallid Ta YCYHEHHs] OTEHUIHHUX MyTareHiB 1 Teparorexis. [Ipu BusiBieHH1
MATOJIOT1i MPOBOAUTHCA JIIKYBAaHHS XPOHIUHUX 3aXBOPIOBaHb y MallOyTHIX OaTbKiB. Y pasi
MOTpeOU MPOBOIUTHCS IMYHI3aIlls MPOTH KpacHyxu. HeoOXxinHa creriaibHa MiAroToBKa J0
BariTHOCTI JKIHOK 13 ()EHUTKETOHYPIEI0 1 TeTePO3UTOTHUX HOCIIB I[LOTO PEIIECUBHOTO TEHA.
O6om GaTbKaM MPU3HAYAETHCS PAIllOHAIBHE XapuyBaHHS.

3. CuHXpoOHI3allisl PENpPOAYKTUBHUX TpoleciB (TUTaHyBaTH 3adaTTs Ha JITHHO-OCIHHIN
nepion).

4. Benenns BaritHuX. [lieToTepario Ta BiTaMiHOTEpamil0 HEOOXITHO MPOJOBKYBATH 110 12
THXX BariTHOCTi (mepioJ opraHoreHe3y 1 ricroreHesy). B mepion BarirHocTi mpOBOJSATH
MpeHaTajJbHy A1arHOCTUKY CHAJAKOBUX 3aXBOPIOBaHb 1 BPOIKEHUX BaJl PO3BUTKY.

Bukopucranus npekoHHenminHoi npodiTakKTUKK JT03BOJISE MIMIATH 10 TJIAaHYBaHHS CIM’1 3
reHEeTUYHOT TOYKM 30py. i IIMpOKe BIIPOBAKEHHsS CIPUATHME MHOJIMIIEHHIO 3[0POB’S K
Cy4acHOTro, TaK 1 MaOyTHROTO TIOKOJIIHHS 1 30€peKeHHIO TeHO(DOH Ty HaceaeHHsT Y KpaiHu.

Y Ham dac ICHye peaJlbHa MOXJIMBICTh NPEeHATAJbHOI JiarHOCTHMKH OUIBIIOCTI
MOHOTE€HHMX 1 XPOMOCOMHHX 3aXBOPIOBaHb Ta BpOJKEHHUX BaJ pO3BUTKY. Km0
BUKOPUCTOBYEThCS IIPEHATalbHA JTIarHOCTHKA, BUPINIEHHS T'€HETUYHHUX MpoOieM HemoTpiOHe.
VY upomy BHUMAJKy HE mependadaeTbcsi HApPOIKEHHSI XBOPOI1 AUTHUHU, OCKUTBKH 3aXBOPIOBAHHS
JIarHOCTYEThCS Y TUIOAA.
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IIpenaraibHa AiarHOCTHRA

YibTpa3Bykosi (HeiHBa3HBHI) Bioxjmiuui. HBA3UBHI.
CenexTHBHI, CKpHH[ roBl, . CKpTHIHl‘OBi. CenexsHi,
ITo Miy]i HeoOxigHocTL. | 9-11 THKHIB. Anba-tperoriporein (3 16-22 THxkni). Xopionoioncis (9-11 THxkHIB).
16-21 TrmHIB. XOpIoHIMHHIT FOHATOTPOIIH. [Tnanenrobioncia (14-22 TuxHis),
30-34 Tins. Ectpion Amuiouentes (15-22 THiKHIB).
Kopaouenres (17-26 TuikHis).
bioncis mkipu (14-16 THxHIB).
bioncis M’ a318 (18-22 THikHs).
®erockoms (18-22 Thkus).
Baju po3suTKY 111014 Kapiorunysanus (XpoMocomHi abepattii).
Mapkepu XpoMOCOMHOT NaTosiorii. MosekyIpHO-reHeTHYHE JL0CTILKEHHS
(MOHOTEHHA NATONOTIN).
Obcrexenns HOBOHAPOLKCHHX
CKpHHIHTOBT, CeleKTHBHI.
DeHiKeTORYpis. MykoBicum103.
Bpoukenuii rinotipeos. AJIpEHO-TeHITATLHUI CHH/IPOM.
[anakro3emis.

Yaevmpazeykoee oocnioncenna. OcHoBHa 3amada mepmoro gociipkeHHs (9-11 Twxk) —
MIATBEPIUTH, 110 I )KUBHUM, BUMIPUBIIHN YaCTOTY CepLEOUTTS; HAOLIbIlIe TOYHO BU3HAUUTH
TEPMiH BariTHOCTI, BUMIPUBIIN KYIPHKOBO-TIM SHUM PO3MIP IUIOAY; BU3HAYUTH TOBIIHHY
KOMIPIIEBOTO MPOCTOpPY. SIKIIO 3HAa4YeHHs LbOTO MapaMeTpa BHUIIE BHU3HAUYECHUX, PH3UK
XpoMOCOMHUX XBOpoO (cuuapomy JlayHa To1mo) pizko 3pocTae. Ille ogun Mmapkep XxpoMOCOMHOT
MaToJjIorii — BIICYTHICTh HOCOBOi KICTKM B mepmomy TpumecTpi. OCHOBHa 3ajada JPyroro
ckpuHiarooro Y3J[ (16-21 Twx) — BUSBIEHHS BaJ PO3BUTKY IIOAY ¥ O3HAK YCKJIAJIHEHOTO
nepediry BariTHOCTi, MapKepiB XpOMOCOMHHX XBOpoO (Ha 1ipomy etari ix yxe Outbin 20). [Tpu
tpetbomy Y31 (30-34 THXK) OIIHIOIOTHCS TEMIU POCTY IJIOAY 1 HOTO MPOIOPIIii, TPOBOAUTHCS
OIliHKa KUTBKOCT1 HAaBKOJIOTUTITHUX BOJI 1 CTaHy TUIAIICHTH.

Haii0inpmn 4acTi o3Haxku XpomocomHoi namonocii nioda — PO3UIUPEHHS KOMIPIIEBOTO
MPOCTOPY, BIACYTHICTH HOCOBOi KICTKH, Mikporedaris, aHOMallii 3aJHbOi YepernHoi SMKH,
aHoMaJbHI (OpPMHU dYepera, MaToJoriss OONMYYs, IMATOJIOTis MYMOBHHHU, 3aTPUMKa PO3BUTKY
IJ10/1a, BEHTPUKYJIOMETalis, TIepeXOTeHHNI KHUIIEYHUK, aHOMaJlisl KHUCTEeH Ta CTOIN, KICTO3HA
rirpoma mui, aHoMaJibHa KUTbKICTh aMHIOTUYHOT PiAMHM.

bioximiynuii ckpunine. 13 caMux paHHIX TEpPMIHIB BariTHOCTI (PeTo-IuIaneHTapHul
KOMILJIEKC TTOYMHAE BUPOOISATH cHelu(iuHi I BarirTHOCTI PEYOBUHHU, IO MOMAAI0Th Y KPOB
Matepi. Anvpa-gpemonpomein (ADIT) — 6inok, cneundiynamii s mnoxy. Konnenrparis ADII
MIABUINY-€TbCA TPU  BIIKpUTHX JAedeKkTax HepBOBOi TpyOku, TepaToMax, omdanolierne,
racTpoOIIU3UC, areHe3ii HUPOK, OOCTPYKTUBHUX YPaXKEHHSIX CEYOBUBIAHMX IIISAXIB, aTpe3ii 12-
najoi KHUIIKW, aAiadparMainbHii rpuwxki Tomo. 3HWKyeTbes BmicT A®II B kpoBi mnpu
XPOMOCOMHUX abepanifx y miojaa, ocodnuso npu cunapomi [layna. [ligBuiieHHs: KOHIEHTpallil
A®II mpu BiICYTHOCTI BPO/DKEHMX BaJ PO3BUTKY BKa3ye€ Ha PU3MK YCKJIQJHEHb BariTHOCTI:
HE/IOHOULTYBaHHsI, 3aTpUMKa pocTy abo 3arulelb oAy, BiIapyBaHHs IUIALEeHTH. Xopioniynui
eonaoomponin (XI') — rIKONPOTEiH, M0 MPOAYKYEThCS CHHIUTIOTPOGOOIACTOM 1 MMOoNasae B
MaTepUHCHKHI KPOBOTIK He3a0apoM MiCs IMITIaHTaLll TUI0A0BOrO sius B CTIHKY MaTku. XI
pi3ko 30UTbIIyeThCA MpU cuHApoMi JlayHa y ruioga. OnTUManbHUN TEpMiH s 610XIMIYHOTO
CKpHUHIHTY 16-20 THXICHD.
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InBa3iiini MeToAM O3BOJSAIOTH OJEPXKYBAaTH KIITUHU 1 TKAaHUHH TUIOAY Ta MPOBI3OPHUX
opraiB (XopioHa, IUIANEHTH). 3abip Marepiay MPOBOIUTHCS TpaHCAOMIOMIHATBLHO (dYepe3
YepeBHY CTIHKY) ITiJ] KOHTPOJIEM YIbTPa3ByKy. [HBa3iiiHI METOIM MiAPO3AVISIOTH HA:

» Xopioubioncitlo — OTpUMaHHS KIITHH, IO (OpMYIOTh IUIAleHTy (TepMmiH BaritH. 9-11
THX.);

» naayenmoofioncito - OTpUMaHHS KIITHH IUIAIICHTH (TepMiH BaritHocTi 14-22 THXHIB);
TKaHUHHU XOPiOHA a00 IMJIAIICHTH BUKOPUCTOBYIOTh JUISl IIUTOTEHETHYHOI A1arHOCTUKU 200
BUUIIFOTH JIHK 11t MONIEKyISIpHO-T€HETHYHOTO JTOCIPKEHHS;

> amuioyenme3 — TYHKIIS HAaBKOJOIUIJHOTO Mixypa 3 3a00pOM HEBEJIHMKOi KUTBKOCTi
HABKOJIOIUTITHUX BOJ (TepMiH BaritHOCTI 15-22 THXKHIB); y PiAMHI MOXXHA BH3HAYUTH
kiutpkicTh A®II, a TakoX aKTUBHICTh AEAKUX (PEPMEHTIB; KIITMHHU MPHUAATHI JUIS
nutorenetTndHoi ado JIHK-miarnoctukmy;

» Kopoouenme3 — 3a0ip KpoBi 3 MynoBuHH mioxy (17-26 THXHIB); KPOB JOCTIIKYIOTH 3a
JOTIOMOTOI0  LIMTOT€HETUYHUX, MOJEKYISIPHO-TeHETUYHUX 1 OI10XIMIYHUX METO/IB,
BUKOPUCTOBYIOTb ~ JJIi  JIarHOCTUKM  TIeMAToJIOTIYHUX  CIAaJKOBUX  XBOPOO
(remornoOiHoMATIi, KOaryJsonarii, TPOMOOIIMTONEHIT), IMyHOAE(]INTIB,
BHYTPIIIHBOYTPOOHUX 1H(EKIH, IMYHOJIOTIYHOT HECYMICHOCTI Marepi Ta IUIOAa,
BHYTPILIHBOYTPOOHOT T€HOTEpAIii;

» Oioncito wkipu (14-16 Twx.), 6ioncito m’azie (18-22 TWK.) — BHCOKHHA PHU3HK
HapOJHKEHHSI TUTUHH 31 CMAJKOBUMU 3aXBOPIOBAHHIM IIKIpU (IXTi03U, €MIIEPMOII3H), 3
M's130B010 nucTpodicro JlromenHa. Marepian BUBYAIOTh 3a JOMOMOTOO ITUTOJIOTTYHUX,
LHUTOXIMIYHHX, IMyHO(DIIOOPECHEHTHIX METO/IIB.

Pu3uk yckmagHeHb BariTHOCTI (TMEpepUBaHHS BariTHOCTI a0o 3aruOenb IIOAY) TICHs
XOpIOHOIOMNCIT 1 TIUIANEHTOIIEHTe3a HE TMEePEBUINYE TOMYIAMIMHNN pPHU3UK TEepEepUBaHHS
BariTHOCTI B MepHioMy TpuMecTpi — 1%; miciig aMHIOLIEHTe3y pU3HK 1ie MeHie, 61u3bko 0,2%;
MIPU KOPAOLEHTE31 pU3HK YCKIAHEHb 3pocTae 10 2—3%.

IMoka3zaHHsIMM VISl MPOBEACHHSA iHBA3IIHOI NPEHATAJIbHOI JIATHOCTHKH €:

1) Bik BaritHO1 10 18 Ta micist 35 pokiB (BUCOKHMI pU3MK HAPOHKEHHS TUTUHU 3 CHHAp. JayHa;
2) HasgBHICTH B aHaMHE3l B TMONEPEAHBOI IAUTHHU (IIITEH) XPOMOCOMHHX XBOpoO abo
MHO)KUHHHX BPOJDKCHUX BaJ] PO3BHUTKY;

3) ynbTpa3ByKOBI MapKepH XpOMOCOMHHX XBOPOO y IJI0/1a;

4) 36a1aHCcOBaHa XpOMOCOMHa TiepeOy0Ba B KOTO-HEOY b 3 0aTHKIB;

5) BUCOKMIA pU3UK HAPODKCHHS JUTUHH 3 MOHOCEHHOK X80poOOI 3a Pe3yabTaTaMu MEIUKO-
TCHETUYHOTO KOHCYJbTYBaHHS a00 TMPOCIBAIOYHMX MPOTpaM, BUSBICHHS 2emepo3ucomHoco
HOCIl-cméa, SKIIO TeH 3aXBOPIOBAaHHS KAapTOBAaHUM 1 MOJXIJIHMBa MOJCKYJISPHO-TEHETUYHA
J1arHOCTHKA;

6) YTOYHCHHS JiarHO3y BPO/DKEHUX BaJl PO3BUTKY (HANPHKIIAMI, JJIsi YTOYHEHHS JiarHo3y BaJu
HEPBOBOI TPYOKH IMPOBOJMTHCS aMHIOIICHTE3 3 IMOJAIBIIUM BH3HAUCHHIM KoHIeHTpanii ADII B
aMHIOTHYHIN pimuHi);

7) niarnocTHka iH(EKIii m1oaa, IMyHOJIOTYHOT HECYMICHOCT1 MaTepi Ta IIo/a;

8) 3acTocyBaHHS KIHKOIO a00 ii 40JOBIKOM (hapMaKOJIOTTYHUX IMpernapariB MUTOCTATUYHOT Jii
a00 OMPOMIHEHHS OJIHOTO 3 MOAPYXIKs HE3aJ0Bro 0 HACTAHHS BariTHOCTI (MIABUILEHUH pU3UK
XPOMOCOMHOT MAaTOJIOTi).

HaiiOinpme mupoko iHBa3iiiHa MpeHaTalbHAa [IarHOCTUKA BUKOPUCTOBYETHCS JUIS
BUKITIOYEHHS XPOMOCOMHHUX XBOpOO IUIOIY (KapiOTI/IHYBaHH}I KJIITUH XOpPIOHY/TUTalleHTH/
aMHIOIMTIB 200 JNiM(OUUTIB MYNOBUHHOI KPOBI IJI0Ja), 110 JO3BOJISIE, MPAKTHUHO, Y 98,6%
BUIAJKIB BHUSBUTH XPOMOCOMHI aHOMalii B IJIOQY 1 CKOPEryBaTH HOJAJIbIIe BeICHHS
BariTHOCTI.

3aBaaHHA IS caMOIlepeBipKY BUXITHOI0 PiBHS 3HAHb-BMIHb
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1. XKinka 37 pokiB 3 KIIHIYHUMHU 2. MacoBwuii 010XIMIYHHI CKpUHIHT TIeper0avac:

CUMIITOMAaMH 3arpo3u NepepuBaHHs A. ObcrexeHHs TiTel 3 yCTaHOB IJIS THX, XTO
BariTHOCTi OCTYNWJIA B T1HEKOJIOTIYHE 1oraHo 6a4uTh
Bigniienns. Ilicns xpomocomHoro ananizy B. JlocnimkeHHst kKpoBi a00 cedi HOBOHAPO/I-
KJIITHH TUIOAY METOJIOM aMHIOIIEHTE3Y KEHHUX Ha BMICT TJIIKO3aMIHOTJIIKaHIB
BCTaHOBJICHO HAsSBHICTH TpHCcOMii 21-i C. O06cTexkeHHs: HOBOHAPOKEHUX 3 METOI0
xpomocomu. Jlikap He peKOMEH/TyBaB iit BUSIBJICHHS TIEBHUX (DOPM CITaIKOBOI MATOJIOTIT B
30epiraTtu BariTHICTb, TakK SIK y HE1 MOXKe JOKJTIHIYHIN cTamil.
HapOJIUTHCS TUTHHA 3: D. OGcTexeHHs niTel i3 CyJOMHUM
. CHHIIPOMOM
A. Cunnpomom Knaitudensrepa. P ’
BiZICTaBaHHIM Y IICHXOMOTOPHOMY PO3BHTKY,
B. CunzipoMoM KOIIIayoro KpuKy. .
naparuierieto

C. Cunnpomom Ensapiica
D. Cunnpomowm Ilaray.
E. Cunnpomom /layHa.

E. OGcrexxeHHs aiTei 3 BICTaBaHHAM y
NICHXOMOTOPHOMY PO3BHUTKY,
renaTocIIeHOMera-Ji€to, HeepeHOCUMICTIO
Xap4OBHX MPOIYKTIB

3. [Ipu nocnigkeHH1 aMHIOTUYHOT PIAMHA
IICJISI aMHIOLIEHTE3Y, BUSBIIEHO KIIITHHH,
sipa SIKUX MICTATH Tkl bappa. [1po o
1€ MO€E CBIIUUTH?

A. Tpucomist A. ®eninkeToHypii

B. P0o3BHTOK 1101y KiHOYOT CTaTi B. I'anakroszemii

C. PO3BUTOK IIJTOTy 4OJIOBI4OT CTaTi C. BpoukeHoro rinotupeosy

D. ogmimtoimist D. MykomnoJticaxapuo3y

E. 'eHeTHuYHE MOPYLIEHHS PO3BUTKY E. ApeHOTEHITaIbHOTO CHHIPOMY
10Ty

4. MacoBwuit 610XIMIYHUIN CKPUHIHT AOILIEHO
MIPOBOJIUTH TIPH BCIX 3aXBOPIOBAHHSIX, 32
BHUHSITKOM:

IMuranns s CaAaMOKOHTPOJIIO

. HaBeniTh MenuuHi Ta coIlialibH1 aCTIEKTH CIIaKOBOI 1 BPOPKEHOT ATOJIOT 1.

. OnuIIiTh 3arajJbHONOMYIAIINHAN TeHETUYHUN PU3HK.

. HaBeniTh 0CHOBHI HanpsiMHU MEPBUHHOT TPOQUIAKTUKHA CIAAKOBOT MATOJIOT .

. SIka MeTa 1 3acO0M TEHETHYHOTO MOHITOPHHTY TOTYJISIIi?

. Meauko-reHeTUYHEe KOHCYJIbTYBaHHS: METa, 3aBJIaHHs, BUIU, €TaIH.

. [lepepaxyiite nmokazaHHs 10 MEIMKO-T€HETUYHOTO KOHCYJIbTYBaHHS.

. OnumiTe NpeKoHIeNniiHy NpoiTIakKTUKy CIaAKOBUX 3aXBOPIOBAHb.

. aliTe knmacugikariiro METOIiB MpeHATAIBHOT 1IarHOCTUKH.

9. OnumitTe HeiHBa3iiiHI METOAU: CUPOBATKOBI Mapkepu, Y3/I.

10. OnummiTe 1HBA31iHI METOAM MPEHATAILHOT 1IarHOCTHKH.

11. o Take detomnoris? ONUILITE MOKIUBOCTI TPEHATATIHHOTO JIIKYBaHHS CIIaIKOBUX
3aXBOPIOBAHb 1 BaJl PO3BUTKY.

12. Ilo Take MacoBU CKPUHIHT HOBOHAPOKEHUX?

13. Onuiite A1arHOCTHKY T€TEPO3UTOTHOTO HOCICTBA PEIIECUBHUX T'€HIB MOHOTEHHUX
CIHaIKOBHX 3aXBOPIOBAHb.

14. BusHaueHHS T€HETHYHOT CXMIIBHOCTI 10 MYIbTH(AKTOPIATbHIX 3aXBOPIOBAHbD.

15. SIxi € eTnuH1, MOpaJIbHI Ta MPaBOBI NPOOIEMH B MEAUYHIN T€HETUIi?

0 3N L KW~

ITPAKTUYHI 3ABJJAHHA
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3aBaanns 1: OGepiTh OJIHY NPaBUIbHY BIAMOBI/b.

1. OnuH 13 METO11B TPEKOHIIETILIIHOT

PO ITaKTUKN — MPU3HAYCHHS BariTHUM
(hoJTi€BOT KUCIIOTH 3a 2—3 Mic J0 IJIAaHOBAHOT
BariTHOCTI 1 3 MiC TICIIsT HACTAaHHS BariTHOCTI.
[Tpu3HadyeHHs BiTaMiHy 3HUXKYE PU3HK:

A. Bag cepus

B. Bag HepBoBoi TpyOKH

C. ®eninkeronypii

D. BpomxeHnoro rinoTupeosy
E. Cunnpomy Jlayna

3. Ha3Bitb Halie(heKTHUBHILII METOIU
MIPEHATaJIbHOTO CKPUHIHTY J1e(heKTIB
HEPBOBOI TPYOKH:

A. XopioneHTe3 3 moaabIIuM
KaplOTUITYBaHHSM

B. ITnmanenronenres 3 nogaisior JJHK-
IarHOCTHUKOTO

C. Buznauenus A®II y cupoBartiii KpoBi
BariTHOI Ta yJabTpPa3ByKOBa J1arHOCTHKA

D. AmnionieHTe3 3 BusHaueHHIM ADII

E. Y3/
5. IlpenaTanpHO 3a IOMOMOTOIO
MOJIEKYJIIPHO-TEHETUYHUX METO/IIB TOILTHHO
J1arHOCTYBATH BC1 3aXBOPIOBAHHS, 3a
BUHATKOM:

A. MyKoBicIIU103y

B. ®eninkeronypii

C. Axonaporuasii

D. I'emoinii

E. M’s130B0i1 quctpodii Hromenna

7. Slkuii cupOBaTKOBHI MapKep BUKOPUCTOBY-
€ThCSI TS PEHATAIBHOT IIATHOCTUKU B
MepuomMy TpUMeCTpi BarirHocTi?

A. PAPP-A
B. ADII
C.XIT

D. HE

E. Inrioin A

9. BaritHa — xinka 22 poki. [lepia
BariTHICTh B TepMiHi 12 trxHiB. [Tpu Y3/
BUSBIJICHO 30UIBIIICHHS TOBIIUHU
KOMIpIIEBOTO MTPOCTOPY. Y CHPOBATIII KPOBI
BariTHOI 3HIDKEHA KOHIeHTpallist PAPP-A 1
nigBuiiena koumentpamis B-XI'T. e

2. Y KOXHIl ciM’T iCHy€e pU3HK
MEPTBOHAPOHKCHHS, HAPOPKCHHS JUTHHU 13
CIIaIKOBUMH 3aXBOPIOBAHHSIMHU 1
BPOJDKESHUMH BaJIaMU PO3BHUTKY. J{7ist
3I0POBHX OATHKIB B ONTUMAIBHOMY
JITOPOJTHOMY Billi 3aTJIbHOTIOMYJISAIIHHAN
PHU3UK OLIHIOETHCS B!

A. 1-2%
B.25%
C.3%
D.55%
E. Io 20 %

4. IlpeHaTajibHO 3a TIOTIOMOTOIO METO/IIB
V3] MokHa IarHOCTYBaTH BCE, KPIM:

A. Anenuedanii

B. JledexTiB nepeaHpoi uepeBHOT CTIHKA
C. IonikicTo3y HUPOK

D. Axonapomnasii

E. l'anakrozemii

6. Xopiouenres 3 moganbmoto JJHK-
JIarHOCTUKOTO — 116 OCHOBHHIA METO]]
NPEHATAJIBHOI IIarHOCTHKH B IIEPIIOMY
TPUMECTP1 BariTHOCTI:

A. Cunnpomy Jlayna

B. Cunapomy llepemeBcrkoro-TepHepa
C. [edekTiB 3aKpUTTS HEPBOBOT TPYOKH
D. Axonapormasii

E. MykoBiciumosy

8. Konu mpoBoaUTHCS B3SATTS KPOBi y
HOBOHAPOJKEHOTO IS TPOCIBAI0YOT
JIarHOCTUKHU (EHUTKETOHYpii?

A. B mporieci mosoriB (IIynnoBUHHA KPOB)
B. 3-ts-5-ta 100a KuUTTA

C. 15-20-ta no6a »xurts

D. 1 mic

E. 2-3 mic

10. HaiteekTUBHIIIIMM METOJIOM
IpeHaTaIbHOI 1IarHOCTHKHU BPOJDKEHUX BaJ
OIIOPHO-PYXOBOI CUCTEMH €:

A. YbpTpa3ByKOBE JOCITIIPKEHHS
B. Busnauenns A®II y cupoBatiii KpoBi
BarirHoi
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CUMIITOMU: C. ¥3/1 i Buznauennss ADII
A. Ban HepBOBOi TpyOKH y 11012 D. AmuionenTe3
B. Cunnpomy [layna y mnona E. Xopionenres
C. PenykuiiiHO1 BaJy KIHIIBKH Y IUI0/1a
D. Axonapomnaszii y miona
E. ®epmenTonarii y mioga

3aBaannsa 2. Po3s’soxiTh cUTYyaIliiiHi 3aa4i:

1. BaritHa »xiHka 40 pokiB mae B aHamHe3l 3 3710poBuUx Jnited. Tepmin
BariTHOCTI 7 THKHIB. Bama TakTuka BiIIHOCHO BHOOpPY METOAY MNpPEHATaJbHOi
IarHOCTUKU?

2. BariTHa — xiHka 22 pokiB. [lepmia BaritHicTs B TepMiHi 12 tux. [Ipu Y31
BUSIBJICHO 30UIBIICHHS TOBIIMHU KOMIPIIEBOTO MPOCTOPY. Y CHPOBATIl KpPOBi
BariTHOi 3HIkeHa KoHueHtpaiis PAPP-A 1 migBumena kouuentparis B-XI'T.
Bama taktuka BIIHOCHO BUOOPY METO/I1B MPEHATANIBLHOT A1arHOCTUKU?

3. V 6-piuHOi AIBYMHKU 3 4-pIYHOrO BIKY BTpaTa HaOyTHX HaBUYOK, «rpyOi
pucu  O0dMYYS», KAMOTOJAKTHIIISA, TYTrOPYXJIMBICTh CYIJIOOIB, KaTapakrta,
3HIDKEHHSI CIIyXy. 3a KIIHIYHOK CHUMITOMATHUKOK TIIONEpPEeaHId JlarHo3 —
MyKoIoricaxapuio3. SIke o0CTexXeHHSI HeOOX1THO MPOBECTH IS IMiATBEPKCHHS
JiarHosy?
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3aBaanns 3. /[ HaBeneHuX y TaOMUII KIIHIYHUX CUTYallid BUOEpITh
ONTUMAJIbHY TaKTUKY MPEHATAIbHOI 1IarHOCTUKU

KniHiyHi cutyauii

MeToaun npeHaTanbHOI AiarHOCTUKN

1. Ha mpwuiiomi y nikapsi-TeHeTHKa BariTHa )XiHKa 28
pokiB. Baritnicte npyra B TepmiHi 6 TX. Bin
mepuioi  BariTHOCTI  Haponxwmacs — Jo4ka 3
TpaHcIoKalliitHoro (opmoro cuaapomy Jlayra. V
4OJIOBiKa JKIHKHM 30ayaHcoBaHa poOEpTCOHIBCHKA
TpaHciokauis 21-1 xpomocomu Ha 13.

2. BaritHa 22 poxi. Tepmin BaritHOCTi 12 TIK. Y
pPOJOBOJII BUMAJAKU HAPOHKEHHS JiTEH 3 BajgamMu
HEpBOBOI TPYOKM Yy pOAMYIB MEPUIOTO CTYIMEHS
CIOPITHEHOCTI

3. 26-piyHa XiHKa, B aHaMHE31 B SKO1 HApOKCHHS
JTATHHA 3 MHOXXUHHUMH BPO/DKCHHMH BaJaMH
PO3BUTKY 1 HOPMaJIbHUM KapiOTUIIOM

4. BaritHa — xiHKa 29 pokiB. BariTHicTh TpeTs B
TepMiHi 8 THK. Bin mepmioi BaritHOCTi HapoAUBCS
CHH 3 CUHAPOMOM (paruibHOi X-XpoOMOCOMH, Ipyra
3aKIHYMJIAcs MEIUYHUM abopToM. Y pigHOI cecTpu
JIBOE€ CHHIB 13 cuHApOMOM dpariuipHoi X-
XPOMOCOMU

5. Baritna — xinka 28 pokiB. BaritHicTe npyra B
TepMiHi 8 Tx. Bim mepmioi BaritHOCTI HapOAMBCS
cuH 3 GeHuIKeToOHYypiet0. YoIoBIKY KIHKH 28 POKIB.
[Mompyxokst 3A0poBE 1 € TETepO3MroTaMH 32
myTaitiero R408W

6. BaritHa — xinka 23 pokiB. BariTHicTe mepiia B
TepMiHi 6 THXK. Y0JIOBIK KIHKH 3JJOPOBHUMA, 25 POKIB.
PonoBin He 00OTSKEHMI CIaIKOBOO ITATOJIOTIEIO.

7. 39-piunHa xiHKa Ha 15-My THOKHI BariTHOCTI
8. 39-piuHa xiHKa Ha §-My THKHI BariTHOCTI

A. TlpeHaranbHUN CKPUHIHT y TEPMiHi
10-14 1 15-20 tux.

B. [IpenaTanbHUi CKPUHIHT Y TEPMiHi
10-14 tux. (BU3HAYCHHS TOBIUHU
KOMIpIIEBOTO MTPOCTOPY, Bi3yaizaiis
KICTOYKH HOCA, BU3HAYEHHS KOHIICH-
tpauii PAPP-A 1 -XI'T), po3paxyHok
IHMBIIyaJIbHOTO TEHETUYHOTO PU3HUKY,
pU HEOOX1AHOCTI PIlIEHHS MTUTaHHSA
PO IHBA3UBHY IPEHATAIbHY
JIaTHOCTUKY

C. bioncis BopcuH X0pioHa 3
IoJaJibIIMM IMUTOI'€CHETUYHUM
IOCIIIHKEHHAM

D. Hderanbne Y3/l miona

E. ¥V repmini 15-20 Tux. BU3HAYCHHS
A®II y cuposartiii kpoBi BaritHoO1 1 Y3/]
mioja

F. InBa3uBHa miarHoctuka (Oiomcis
BOPCHH XOpiOHa, a00 aMHIOIIeHTe3, 00
MJIAIEHTOIICHTE3, a00 KOPAOIIEHTE3) 13
I0TAJIBIIIAM MOJICKYJISIPHO-TeHETHIHUM
IOCIIIKEHHAM

G. [gBa3uBHA MiarHOCTHKA
(amHIOIIEHTE3, TUTAIICHTOIICHTE3,
KOPOLIEHTE3) 13 TOIaJIBIITUM
IUTOTE€HETUYHUM JOCITIIHKEHHIM

3aBaanna 4. /{11 KOXKHOI 3 HaBEACHUX B TaOJIUIll TCHETUYHUX CUTYaIlil

00epiTh MOKJIMBI KJIIHIYHI HACTIIKH

"eHeTnYHi cuTyauil

KniHivHi Hacnigku

1. Bik matepi 39 pokis
2. Bik Gatbka 45 pokiB

3. YV ogunoro 3 6aTbKiB 30a1aHCcOBaHa
TpaHCIOKAIis

4. KpoBHOCTIOPIIHEHUH 1ITI00

5. IIpo6anya — xBopwuit xsmomuuk. Cxoxa
KIIIHIYHA KapTUHA BIAMIYAETHCS Y ASAbKA
npobaH/a 3a MAaTEpPUHCHKOIO JHIE0

A. TligBuiieHui pu3nuK HApOJUKEHHS AUTUHH 3
aBTOCOMHO-PELIECUBHUM 3aXBOPIOBAHHAM

B. [ligBurenuii pu3uk HapOHKEHHS TUTHHH 3
aBTOCOMHO-/IOMIHAHTHUM 3aXBOPIOBaHHAM
YHACTiOK HOBOi MyTaIlii

C. IloBTOpHI BUKH/IHI HA PaHHIX TepMiHaX
BarirHOCTI

D. 3axBoproBanHs X-34€IJIEHE PELIECUBHE

E. Bucokuit pu3suK HapOJKEHHs JUTUHU 3
cuHapomoM [layHa
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10.

11.

12.

Cnmcox peKOMeHI0BAHOI JiTepaTypu

OcHoBHa JliTepaTypa
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