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3AT'AJIBHI ITOJIOKEHHSA

HaBuanbHa pguciuiuiina «CrAOK0GI MeXAHI3IMU  300p06’°n»
BIJTHOCUTBCSI 70 IHMKIY TpodeciiiHO-OpieHTOBAaHMX HOPMATHBHHUX
JUCUUIUTIH MiATOTOBKH (aXiBLiB APYroro (MaricTepchKoro) piBHS
BUIIOI OCBiTH (Ha3Ba piBHSA BHUIIOI OCBiTH) crneniaabHOoCcTi 014
Cepenns ocsita (biomnorist Ta 370poB’s JIIOJUHN).

BuBuenus HaBuanbHOI gucHuIniiHM «CHagkoBl MeEXaHI3MHU
3/I0POB’SI» 3aBEPUIYETHCS CKIAJIaHHIM €K3aMEHY.

Mema BUBUYEHHS HaBYAILHOI AucHUILIIHA «CIIagKoBl MeXaHI3MHA
3I0POB’SI» TIOJIATAE y BHUBYCHHI OCOOJIMBOCTEH CIIaJIKyBaHHS Ta
MIHJIMBOCTI HOPMQJIbHHUX Ta MATOJONYHUX O3HAK JIKOJMHHU,
O3HaHOMJICHI CTYJIEHTIB 3 CYYaCHHMH YSBJICHHSIMH MpPO CHaJIKOBI
3aXBOPIOBAHHS 31 CHAQJKOBOIO CXMIBHICTIO, 3 METOJAaMH, IO
BHUKOPUCTOBYIOTHCS B TEHETHIII JIFOJMHU.

IlpeOomemom BWBYCHHS HaBYAIBHOI IWCIUILUTIHM € BUBUYCHHS
3aKOHOMIPHOCTEH CITaJJKOBOCTI 1 MIHJIMBOCTI Yy JIOAWHU TPU BCIX
piBHAX i1 opraHizailii Ta ICHyBaHHS: MOJIEKYJSIPHOMY, KIITHHHOMY,
OpraHi3MEHHOMY, MOMYJIAII HHOMY, 010XpOHOJIOTIYHOMY,
0i0reoX IMITHOMY.

Jia  ycmimrHOrO OCBOEHHS Ta BHBYEHHS JaHOI JUCIHILIIHH
HEOOXimHI 3HAHHSA 3 TaKWX TIPEAMETIB, SK AaHATOMIis JIIOJIWHU,
¢iziomoris mIOAWHM, TirieHa, (YHKI[IOHATbHA AaHATOMIis, BiKOBa
(hiziomoris, Oioyorist Ta reHeTHKa, 010XiMis, TaToIorigHa (i3iooris.

QopMmymioBaHHS pe3yNabTaTiB HAaBYAaHHS JJISI HOPMAaTHBHUX
TUCIHIUTIH Mae 0a3yBaTHCS Ha pe3ysIbTaTaX HaBYaHHS, BH3HAUCHHX
BIJIIOBITHOIO OCBITHBOIO TPOrPaMor0 (TPOrpaMHUX pe3yiabTaTax
HaBYaHH]) Ta JerajidyBath ix. DopMmymroBaHHS pe3yabTaTiB
HaBYaHH] MAalOTh 3a3HAa4YaTH PiBeHb iX C(POPMOBAHOCTI, HATPUKIA,
yepe3 HOro JOCTATHICTH JUISI BHPINICHHS IEBHOTO KIIACy 3aBlaHb
npodeciitHol MisITPHOCTI Ta/abo MOANBIIIOr0 HaBUYaHHS 32 OCBITHBOIO
MIPOrPaMoxo.

3acobaMu  OIIHIOBaHHS Ta  METOAaMH  JIEMOHCTPYBaHHS
pe3ynbTaTiB HaBUaHHS €: TecTH, pedeparTd, NMpe3eHTallii pe3yibTaTiB
BHKOHAHMX 3aBJaHb Ta JOCIHIPKEHb, YCHI JOMOBiAl Ta IHIII BHIU
IHAUBITyallbHUX Ta TPYIIOBHUX 3aB/IaHb.

3a pe3ynabTaTaMi BUBYEHHS JMCLMIUIIHU y 3700yBadiB MMOBHHHI
OyTu copMoBaHi Taki 3arajibHi Ta ()axoBi KOMIIETEHTHOCTI:



® BOJIOAIHHS HAYKOBHUM CBITOTJIAJOM; 3HAaHHS OCHOBHHUX TeEOpil,
KOHILIEMIIii, BYEHB, SIKi (POPMYIOTh HAYKOBY KapTHHY CBiTYy; BMiHHS
BIJICTOIOBATH BJIacHI HaykoBi norsau (3K-1);

® 3HAaHHA OCHOBHHMX CYYacHHMX TIOJIO)KEHb TEHETHYHOI HayKH
CTOCOBHO  TOXOPKEHHS,  pPO3BHTKY, OyJOBM 1  IPOIECiB
KUTTEAISUIBHOCTI JKMBUX OpPTraHi3MiB, IHTErPaibHI YSBICHHS PO
opraHizaiifo OiOJOriYHMX CHCTEM Ha PI3HMX PIBHSX, 3IAaTHICTH iX
3aCTOCOBYBATH JyIsl (POPMYBAHHS CBITOTJISIIHOI MO3HMILIT, IHTEpIpeTarii
BJIACHHX JocTipKeHb (DK-1);

® YMiHHs pO3yMiTH iH(OPMAILiIO i3 CyMDKHHX Taixy3eld 3HaHb Ta
pO3’SICHIOBATH By3bKOIpodeciiiHi muTaHHs (axiBIsAM IHIINX Tary3eH,
MOMYJIAPU3yBaTH 3HAHHSI 31 CIIAJIKOBUX MEXaHI3MIB 3/0pOB’S JIFOAUHH,
HAJaBaTH MPAKTUYHI KOHCYINbTAIlli B Taiy3i FeHETUKH, BiJICTOIOBATH
HayKOBHM CBITOIJISJ Ta HEOOXIAHICTH 3J0POBOr0 CHOCOOY JKUTTS
(PK-2);

® 3J]aTHICTh  3aCTOCOBYBaTM 0a30Bi 3HaHHS Ui  OOpaHHS
epeKTUBHUX MUIIXiB 1 CIOCOOIB 30€peKCHHS 370pPOB’S JIIOIWHU,
3aCTOCOBYBaTH CyYacHI METOMU OIlIHKH W MOHITOPHHTY CTaHy
3JI0pOB’S, aHANI3yBaTH CIIOCIO >KUTTS Ta HOro BIUIUB Ha 370POB S,
CTBOPIOBAaTH PEKOMEHJAIi IIOMO0 pallioHai3amii Ccrocody KHUTTS
JIIOJVHM, JOOMpaTH ajieKBaTHI METOIM i 3aco0u o3mopoBiieHHs (DK-
10);

® 3MaTHICTH 3MilicHIOBaTH mpodeciitHi  ¢yHKmii y mporeci
IHKITIO3UBHOTO HaBYaHHS, aJeKBaTHO oOWpaTH 3aco0u ¥ Meromu
HaBYaHHS A1 Oci0 3 OOMEXEHMMH MOXIUBOCTSIMH, CTBOPIOIOYH
YMOBH [UIsI IXHBOTO PO3BUTKY W CaMOPO3BUTKY, ITOBHOIIHHOI
cormiamizamii 3a JOMOMOTOI0 3J0pOB'SI30epeKyBaTFHIUX TEXHOIOTIN
(DK-11);

® 3ATHICTh BHUKOHYBAaTH pPOOOTY 3 JOTPUMAHHIM IPABUI
Giosoriunoi eTuku, 6iobe3neku, 6iozaxucry (PK-14).

Ipoepamui pe3ynomamu HA8UAHHS:

® y3arajbpbHIOBaTH 0a30Bi 3HAHHS CIAJIKOBUX MEXaHI3MIB 3]I0POB’s
B 00cs3i, HeOOXiTHOMY 1151 OOTPYHTYBaHHSI 3aralibHOi Teopii Oiomorii
1 3110pOB’st IFOIMHU (00 €KTHO-TIpEIMETHA 00J1aCTh, TEPMIHOIOTIYHHIA
amapat, Teopii 1 KOHIemmii, 3aKOHM 1 3aKOHOMIPHOCTi, METOAU
JOCIIDKEHHS, 1cTOpist po3BUTKY Tomo) (//PH-1);



® 3HaTH OCOOMUBOCTI PO3BHTKY Cy4YacCHOI T'EHETHKH, OCHOBHI
METOJIOJIOT4HI MPUHIUITN HAYKOBOT'O JOCIIKEHHS, METOAO0IOTTYHUH
1 METOIMYHUH IHCTPYMEHTApill MPOBENCHHS HAYKOBUX JIOCITIKEHb 32
creliamizaliero, MPEACTABISATH pe3ylbTaTH HAYKOBOI  poOOTH
MUCHMOBO Ta YCHO 3 BUKOPHCTaHHSAM CY4YaCHUX TEXHOJOTiH, BMITH
KOPEKTHO BecTH AucKycito (/IPH-2);

e 3/IIliCHIOBaTH aHaJli3 CTPYKTYpHO-(YHKI[IOHAIBHOI Oprasizaiii,
MEXaHI3MIB peryJisiii Ta ajanraiii OpraHi3MiB, 3HaTU Ta BMITH
JIEMOHCTPYBAaTH OCHOBHI 3aKOHOMIPHOCTI (hopMyBaHHS, KUIbKICHOT
OLIHKK Ta cTpaTerii 30epexeHHs Oi0JIOriYyHOro PI3HOMAHITTS,
30UIbIICHHS TPOIYKTHBHOCTI i CTiiikocTi ekocucteM (/1PH-9);

® BUKOPHUCTOBYBAaTH IHHOBAI[IHI MMIiAXOOW JJIS  PO3B’sA3aHHS
KOHKPETHHUX TeHETHYHHMX 3aBJlaHb, 3aCTOCOBYBAaTH HaOyTi 3HAHHS 3a
crieriaizalieo Juisi BUPINICHHS KOHKPETHUX NPaKTUYHUX 3aBJaHb,
MOJIC/IFOBATH O0’€KTH 1 IPOIECH Y JKUBUX OpraHizMax Ta IXHIX
KOMIIOHEHTaX 13 BHMKOPHCTAHHSAM MAaTEMaTHYHUX METOMIB Ta
iHdopMmariitaux texuonorii (I7PH-10).

CTPYKTYPA TA OBCAT HABYAJBHOI TUCIHUILJITHA

KinbkicTh roqus
Ha3Bu 3micToBHX MOYJIiB i TeM Jlenna popua
30KpemMa
yChOTO
a1 n | cp.
1 2 3 4 5
Tema 1. CHB..,I[KOBICTI; 1 IaTOJOris. Ponp 16 2 2 12
CIIaJIKOBOCTI B MATOJIOTT JIFOIHHH
Tema 2. Metonu MeIMYHOI TeHETHKH 16 2 2 | 12
Tema 3. .I:IPOHGILCBTI/IKa CIaJIKOBO1 16 2 2 12
HATOJOT I
Tema 4. MoHoOreHHi XBOpoOH 16 2 2 | 12
Tema 5. XpoMocoMHi XBOpOOH 16 2 2 | 12
Tema 6. MitoxoH ipianbHi XBOpoOH 14 2 2 |10
Te_1v1a 7 XBOpoOU 31 CIIaJKOBOIO 14 2 2 10
CXIJIBHICTIO




Tema 8. IIpodinakTuka craakoBoi
MaToJorii

12 2 10

Yeboro roqun | 120 16 | 14 | 90

Kpurepii oniHioBaHHA pe3yJbTATiB HABYAHHSA

Peamizanit OCHOBHMX 3aBJaHb KOHTPOJIO ¥  OIIHIOBaHHS
pe3yabTaTiB HaBYaHHS 3700yBadviB ITiJ] YaC BUBYCHHS HaBYaJIbHOI
muciuiuiiny - «CHaJkoBl MEXaHI3MH  37I0POB’S»  JIOCSTA€ThCs 32
PaxyHOK I[UIECHIPSIMOBAHOCTI, PENPEe3eHTATUBHOCTI, 00’ €KTHBHOCTI,
CHCTEMAaTHYHOCTI W KOMIUIEKCHOCTI y 3aCTOCYBaHHI Di3HUX BUJIIB
KoHTpomo. CHCTEeMaTHUYHICTh KOHTPONIO PE3YNbTAaTiB HABYAHHS
3m00yBaviB 3 HaBYaJIbHOI JucHUILIiHM «CHajgkoBi MeXaHi3MHU
3JI0POB’s» 3a0e3MeYyeThcss B HOro BWAAX: IOTOYHOMY KOHTPOII,
MiJICYMKOBOMY KOHTPOJTI.

Pesynbrati HaBuaHHS 3700yBayiB BHINOI OCBITH 3 HaBYaJIbHOL
JWCITUTUTIHM BU3HAYAIOTHCS Yy Oanax, IO BHUCTABISIOTHCS 3TITHO 3
KpHUTEpisIMU oOIiHIOBaHHs, 3arBepkeHumu B JIJIITY. OuiHroBaHHS
pe3yNbTaTiB  HABYAaHHSA 3MIHNCHIOETHCS TiJ dYac  IPOBEHCHHSA
HaBYAJILHUX 3aHATH (JICKIIii, MPaKTHYHI) Ta CAMOCTIHHOI pOOOTH.

IMoToyHHMii KOHTPOJbL pe3yabTaTiB HaBYaHHS 3100yBadyiB 3
HaBuyampbHOi  jucnuiunian  «CHagkoBi  MEXaHI3MH  37IOPOB’SI»
BiI0YBa€ThCS 3a TAKUMH (HOpMaMHU:

Hus  3moOyBadiB  BHIIOI  OCBITH  3a04HOI  ¢dopMu  Oamn
PO3MOIINAIOTECA MPOMOPIIIHHO TOAWMHAM Yy HaBYaJIbHOMY IUIaHi,
BiIBEACHNM Ha HABYANbHI 3aHATTA Ta CaMOCTiiHY pobOoty. s
3no0yBauiB 3a04HOi (OpMHM HaBYaHHS MUTOMa Bara OaliB 3a
caMoCTiitHy poOoTy OinbIla, HiXK 32 HABYAIbHI 3aHATTSI.

OniHtoBaHHS pe3y/IbTaTiB HABUYAHHS 3/100yBadiB BHUINOI OCBITH 3a
JIEKIIi1 3AICHIOETHCS 32 TAKUMHU KPUTEPISIMHU:

— IPUCYTHICTH 3100yBava Ha JIEKIil, CKJIaJlaHHA il KOHCIEKTY Ta
aKTHUBHA yJacTh y nepe0iry mekii (1 6a).

OuiHtoBaHHS pe3y/bTATIB HaBYaHHS 37100yBayiB BHINOi OCBITH,
OTPUMAaHMX /I YaC MPAKTUYHOTO 3aHATTA, 3MIHCHIOETHCS 332 TaKUMU
KpUTEPIIMHU:

— Wi Yac ONMMTYyBaHb — 3a MOBHY i TPYHTOBHY BiJIIIOBiIb Ha
chopMyabOBaHe 3aMMUTaHHS 3 TEMH 3aHATTA (10 5 OauiB);

— Wi Yac TeCTyBaHHS — 3a MPaBHJIBHI BINIMOBiNI HAa 3alHUTaHHS
TECTY 3 TeMH 3aHATTS (70 5 OaiB);



— y mporeci BUKOHAHHS CHTyalliiHWX BIOpaB 1 3aBIaHb — 3a
3alpONOHOBAHMI MPaBUIILHUHA alropuTM (TOCTiIOBHICTh) BUKOHAHHS
3aBJIaHHA; 32 3HAHHS TEOPETUYHUX OCHOB MpPOOJIEMH, MOPYIIEHOI B
3aBJlaHHI; 32 BOJIOJIHHS (popMmynaMu W MaTeMaTHYHUMH METOAAMH,
HEOOXiIHUMU JJIsl BUKOHAHHS 3aBJaHHS; 32 OTPHUMAaHUN MpPaBUIIbHUHA
pe3yabTat (10 8 Gais).

OniHIOBaHHS pe3yJbTaTiB HABYAHHS 3/100yBayiB BHUIIOI OCBITH B
mporeci HalUCaHHS IMOTOYHHX, NPOMDKHHX KOHTPOIBHUX pOOIT
3IIMCHIOETHCS 32 IPABWIIBHI BIIOBiNI HA BC1 UTaHHs podoTH (10 10
OaiB).

O1iHIOBaHHS pe3yJbTaTIB HAaBUaHHs 3700yBadiB BHINOI OCBITH
IiJ] YaC KOHTPOJILHOTO 3aXO0/y 3MIHCHIOETHCS 3a MPAaBHIIbHI BIAMIOBIII
HAa MMUATAHHS.

OuiHioBanHs pedepaTiB Ta mpe3eHTAid 3a BU3HAYCHUMH
TeMaMH 37IHCHIOETHCS BIIMOBIHO J10 TakuX KputepiiB (o 10 6amis):

— 3a TIOBHOTY Ta BUKOPHCTaHHS Cy4acHUX KOHIICTIIIH 1 JuKepen
iHdopMarii (KpiM JICKIIHHOTO KOHCIIEKTY, Ma€ OyTH II¢ HE MEHIIE
TPHOX JpKepen iHpopMairii);

— 3a odopmieHHS POOOTH 3TiHO 3 BUMOraMHM 1 HasSBHICTB
MIOCHUJIaHb HAa BUKOPHCTAHY JITepaTypy Ta JuUKepena;

— 3a HasABHICTh 3MICTOBHHX BHCHOBKIB;

— 3a TIMOOKI 3HAHHS HABYAIBHOTO MaTepiajiy, IO MICTSATHCS B
OCHOBHHX 1 I0OJTATKOBUX PEKOMEHIOBAHUX JITEPATYPHUX JDKEpEIax.

Y pa3i BHUABIEHHS HEBIAMOBIAHOCTI pE3yNbTATIB HaBYAHHS
OKpPEMHM KpHTEpisM 13 Tiei 9m 1HmOI (GOopMH KOHTPOIIO 3HAHb
KUTBKIiCTB 0alliB, sSTka BUCTABIAETHCS 3700yBady, MOXKe OyTH 3HUKEHA:

— 32 HEMOBHY BiJINIOBi/Ib;

— 32 KOKHY HETPaBWJIBHY BiJlIIOBiMb;

— 32 HEeBYACHE BUKOHAHHS 3aBJaHHS;

— 32 HEIOCTOBIPHICTB MOIaHOi iH(OopMaIii;

— 32 HEJJOCTATHE PO3KPHUTTS TEMHU;

— 3a BiJICYTHICTb ITOCHJIaHb Ha JITEpPATypHIi JKepena.

Pe3ynbraTi MOTOYHUX KOHTPOIIIB PiBHS 3HAHB 3/100yBadiB BUIIOL
OCBiTH JleHHOiI Ta 3a0uHoi (opMm HaB4aHHsA (y BHIJISAAI TEBHOI
KUIBKOCTI OTpHMaHUX OalliB) 00OB’SI3KOBO JOBOISITHCS BUKIAgaueM
HANPUKIHII KOXXHOTO 3aHSTTA 0 IXHBOT'O BiJloMa, BUCTaBISIOTHCS B



«Xypnan obmiky poboTH akagemMiuHOi Ipynu» Ta € MiACTaBOIO IS
OJIep>KaHHS JIOMYCKY 0 MiICYMKOBOT'O KOHTPOITIO.

Jomyck 10 MiICyMKOBOIO KOHTPOJIO 3 HABYAJIBHOI TUCIHILUTIHU
craHoBHUTh 60 OaliB, BUBHAYAETHCS SIK CyMapHa MiHIMalIbHa KUTbKICTh
OainiB, Ky Mae HaOpatu 3100yBad BUILNOI OCBITH JIi OTPUMAHHS
MO3UTHBHOI OLIIHKH «3aJI0BUILHOY», KPOK Iikaiu — 1. [Ipu oMy mexa
HE3aI0BUILHOIO HaBYaHHS CTAHOBUTH 59 OalliB.

KoxxHa HaBYanmbHa AMCHUILIIIHA, BUBYEHHS SIKOI 3aKIHUYETHCS
CKJIaJ]laHHAM 3alliky abo eK3aMeHy, OIIIHIOEThCS MaKCHMaJIbHOO
ominkoro y 100 6asis.

IMincymMKoBHii KOHTPOJb Pe3yiabTaTiB HABYaHHS 3 HAaBUAILHOI
quctuiutiag «CragKoBi MEXaHi3MH 3JI0pPOB’s» MPOBOIUTHCS y (opmi
eK3aMeHY.

3no0yBau Bumoi ocBitTH «/Jdomymenuii» a0 exk3ameHy, y pasi
BHKOHAHHS HAaBUYaJIbHOTO IUIaHy, M0 Iiepeadavae 00OB'I3KOBE
MO3UTUBHE OIIHIOBAHHS PE3yJbTATIB HABUYAHHS BH3HAYCHUX POOOUOIO
MIPOrpaMo0 HABYAIBHOI JUCIHITUIIHY JIEKIIHHUX, TPAKTHYHUX 3aHATDH
1 camocTiitHOT podoTH (T06TO HabpaB Bix 60 no 100 Gais).

3n100yBad Bumioi ocBitn «He momyuieHuii» mo ek3ameny, y pasi
HEBUKOHAHHS HABYaJbHOIO IUIaHy, [0 Tependavyae 00OB’s3KOBE
TTO3UTHBHE OIIHIOBAHHS PE3YNIbTATIB HABYAHHS BU3HAYECHUX POOOUOIO
MIPOrPaMO0 HABYAIBHOI JUCIHILUIIHY JEKIIHHUX, TPAKTHYHUX 3aHATDH
1 camocTiifHOi podotn (ToOTO Habpas Bix 0 mo 59 Gamis).

3mo0yBavi BHINOi OCBITH, fKi 3a IOTOYHWUM OLIHIOBAHHAM Y
ceMecTpi MaroTh pe3yiabTaT HaBYAHHS 3 HABYAJIBHOI TUCITUILTIHU
«CraikoBi MexaHi3MH 370poB’si» 60 0OaniB 1 BHINE, MOXYThb, 3a
OaxaHHSM, OyTH:

e 3BUTHHEHI BiJ CKIIAJaHHsS €K3aMeHy U OTpMMaTH B PE3yNbTaTi
omiHoBaHHsa 60-80 0OajmiB, IO BIANOBIZAIOTH KUIBKOCTI OasiB
IIOTOYHOI'O OLIIHIOBAHHS 3 HABYAJILHOI JUCLMILIIHY;

e 3BUTHHEHI BiJ CKIIQJaHHs €K3aMeHy U OTpUMaTH B PE3yNbTaTi
omiHroBanHs 81-100 OamiB, 110 BIiANOBIZAIOTH KUIBKOCTI OaiB
MMOTOYHOTO OIIIHIOBaHHS 3 HAaBYAJIbHOI IUCIUILTIHU, 332 BiJCYTHOCTI
MPOIYCKIB 3aHATH 3 YCIX MPEAMETIB CEMECTpy 0€3 IMOBaXHHUX NMPUINH
(mo 10%), ame 3a 00OB’SI3KOBOr0 HaJaHHS B JEKaHAT BHKOHAHHX
CaMOCTIMHHUX 3aBIaHb 3 BIAIIOBIAHOI JUCLIUILIIHY;



e JIONYIIEH] 70 CKIaJaHHS ex3ameHy (y AekaHaT oOOB’S3KOBO
HAJAEThCS apKyI BiAMOBiAl 3100yBaya).

3m00yBad BWINOI OCBITH MOXE WIiJBHINUTH OIIHKY, Ky BIH
OTpUMaB 3a pe3yJbTaTaMH POOOTH B CEMECTpI, IiJ 4Yac CKJIaJaHHs
eK3aMeHy B mepioj cecii. SIkiio 37100yBay BHIOI OCBITH Ha €K3aMeEHI
OTpUMaB OI[IHKY HIKYY, HIK 32 pe3yJbTaTaMi poOOTH B ceMmecTpi, y
BIIOMIiCTh OOJIIKY YCHIIIHOCTI BUCTABJISIETBCS IMIIICYMKOBA OIliHKA 3a
pe3ynbraTaMu pobOTH B CEMECTPI.

VY pasi oTpUMaHHS OIIHKK «HE3aI0BUIBLHO» 3700yBad Ma€e MpaBo
HAa JBa TMepecKiIaJaHHs: BHKJIaJadyy Ta Kowmicii.  3amicTh
MepecKIIaZiaHHsl KOMICii 3100yBad MOke 0OpaTH MOBTOPHE BUBYECHHS
HABYaJIbHOI JIMCITUTLIIHY.

Ixaja ouiHIOBaHHA pe3yJbTaTiB HABYAHHA
3100yBaviB BUIOI OCBITH

3a HAIlIOHAJILHOI0 HIKAJIOI0
3a HaKONMMYYBAJIbHOI0 ISl eK3aMeHiB,
100-6anbHOI0 IKANOK0 | 3BjTiB 3 MpaKTHKH, JJIs1 3aJTiKiB
KYPCOBHX PoOiT
90 — 100 6ainiB BIIMIHHO
89 — 75 Ganis no0pe 3apaxoBaHO
60 — 74 Ganis 3aI0BLIBHO
26 — 59 Ganis HE3aJ0BUILHO
- = HE 3apaxoBaHO
0 — 25 GauiB HEIPUUHSATHO
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INPAKTUYHE 3AHATTSA Ne 1

Tema. CraakoBicts 1 nartoisioris. Poijib CriagkoBOCTI B HATOJIOrIT
JOAVHA

AKTyallbHiCTh TeMH: B OCTaHHIH 4Yac BiJ3HAYEHO pi3Ke
301TBIIEHHS] YaCTOTH CHAJKOBHX 3aXBOPIOBaHb, MPUPOLKEHUX Ba
PO3BHUTKY, 3JIOSKICHUX HOBOYTBOpPEHb. BHacIifiok pajiamiiHoro
3a0pyIHEHHS, 3MECHIIEHHSI 030HOBOTO WIApy, 3a0pyIHEHHS JOBKILISA
MPOMHCIOBUMH 1 MOOYTOBUMH  XiMiKaTamMH, OE3KOHTPOJIBHOTO
BUKOPUCTAaHHSI MEMKAMEHTIB, iIMyHOJeIIMTHUX CTaHIB, € MiJCTaBU
nepeadayaTd B MalHOyTHbOMY 30ULIBIIEHHS 4YacTOTH CHAJKOBOI Ta
OHKOJIOTTYHOT MMaTOoJIOril B HOMYJIAIIil.

Buj 3aHATTA: IpakTUYHE.

MeTta 3aHATTSI: 3HATH TOHATTS TIPO MPEJMET i 3a/1a4l TEeHETHKH,
B3a€MO3B 30K 3 IHIIMMH MEIUKO-O010JOTIYHUMM  IHUCHMIUIIHAMH,
OCHOBHI €TalM PO3BUTKY T'CHETHKH, POJb BITYM3HSAHUX BUYCHHX Y
PO3BUTKY TEHETHKH, HABUUTHUCH KIACH(IKyBATH CITAIKOBI XBOPOOH;
O3HAYUTH POJIb MYyTallild SK eTioJoriyHoro ¢akropa; 3’siCyBaTH
MEXaHI3MH BUHUKHECHHSI TCHOMHHX, XPOMOCOMHUX 1 TEHHUX MyTaIlii
SIK TIPUYWHU PO3BUTKY MOHOTEHHHX 1 XPOMOCOMHHX XBOpOO; JaTh
MOHSTTS €KOI'C€HETHYHUX XBOPOO 1 XBOPOO 31 CHAJAKOBOIO CXHJIBHICTIO;
MIPOCTEKUTH OCOOIMBOCTI ATOT€HE3y CMAJKOBHX XBOPOO Y 3B’SI3KY 3
XapaKTepoM YIIKO/DKEHHS TEHeTUYHHX CTPYKTYp, chenudiky
MaTOreHe3y XPOMOCOMHHX XBOpOO, 3arajbHi 3aKOHOMIPHOCTI;
PO3TISHYTH TeHETHYH] acTIeKTH NoTiMOop(i3My CITagKOBOi IMaTomorii

3MmicT Temu:

1. [Ipeaqmer 1 3amadi TeHETHKHA. XPOMOCOMHI Ta MOJEKYISIpHi
OCHOBH CITaJIKOBOCTI.

2. Micre cmamkoBoi maToJorii B CTPYKTYpi 3aXBOPIOBAHOCTI Ta
CMEpPTHOCTI HaCeJIeHHS.

3. OcHoBHi Merogu TeHertuku. Kracudikamis — cramkoBoi
MaToNOri1.

4. 'eHOMHI, XpOMOCOMHI 1 T€HHI MyTaIii.

5. MoHOreHHa naTonoris.

6. Exorenernuni XBopoOu i XBOPOOH 3i CITaJIKOBOIO CXHIIBHICTIO.

7. XpoMOCOMHI XBOpOOH.

8. XBopoOU cCOMaTUYHMX KIITHH.
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9. Myrarenu: ¢i3uuHi, XiMiuyHi, Oionoriuni. CIOHTaHHUU Ta
1HIyKOBaHUI MyTareHes.

10. Kanueporenu. Kanneporenes. Teparorenn. Teparorenes.
OOJagHaHHS JIsi TPOBENEHHS 3aHATTS: HaBYaJlbHI TaOJHII,
METO/INYHI MaTepiaH.

InTerpaTuBHi 3B’SI3KM TeMH: 3HAaHHS MUTaHb TEMH HEOOXigHI
CTyZICHTaM TpPH BHBYECHHI MOJEKYISIPHOI 1 MEOUYHOI T'eHETHKH,
PO3MHOXEHHSI 1 OHTOreHe3y OpraHi3MiB, €BONIOIIHHOI Teopii,
XKUTTEAISUTBHOCTI OpPTaHi3My B HOPMi 1 TpU PI3HUX NaTOJOTTYHUX
CTaHax SIK Ha TCOPETHYHUX, TaK 1 KIIIHIYHUX Kadeapax.

Baok ingopmaii.

['eHeTHKa JIOAMHYM BHBYA€E SIBUINA CHAJKOBOCTI 1 MIHJIMBOCTI y
MOMYJISIIIAX  JIOJield, OCOONMBOCTI yCHaJKyBaHHS HOPMAallbHHUX 1
MATOJIOTIYHUX O3HAK, 3aJIEKHICTh 3aXBOPIOBAHHS BiJl TEHETHYHOL
CXUJIBHOCTI 1 (pakTOpiB cepenoBuIna. 3aBIaHHSIM MEIUUHOI I'eHETHKU
€ BUABJCHHSA 1 NMpo(diJakTHKa CHAJKOBHUX 3aXBOPIOBaHb. AKaJeMiK
LII. TlaBnoB, BHU3HAYalOUM BAXKIMBE 3HAYCHHS TEHETUKU IS
¢diziomorii 1 MexunwHM, mrcaB: “Hamri Jrikapi MOBWHHI, SK a30yKy,
3HATH 3aKOHM CHAJKOBOCTI... BTUTEHHS B KUTTS HAYKOBOI iCTUHH PO
3aKOHHU CIIaJKOBOCTI, JIOIIOMOKE IO30aBUTH JIFOJACTBO Bij OaraThox
CKOpOOT i Tops”.

OCHOBOITOTOKHUKOM ~ MEIWYHOI TeHETWKH €  BHIATHHA
Hesponatonor C.M. JlaBumenkoB. Bin Bmepme 3acrocyBaB imel
TeHeTUKW Yy KIiHINI, JaB aHali3 psIy CHaJKOBHUX 3aXBOPIOBAHb.
BaxnmBoro 3acmyror0o  BUYEHOrOo € po3poOKa 1  TMpakTHYHE
BUKOPHCTAHHS METO/IIB MEANKO- TEHETUIHOTO KOHCYIFTYBaHHS.

JlronuHa € crenugiYHIM 00’€KTOM TE€HETHYHUX [OCITiKEeHb,
SIKUI Ma€ CBOI TIepeBary 1 HeIOMIKH.

Jlo mepeBar MOXKHa BiTHECTH:

1. Bucokmifi  CTymiHb  BHBYEHOCTI  (JEHOTHIY  JIFOAWHU
(amatomiuHi, i3iomoriyni, OioXiMi4Hi, IMYHOJIOTiYHI O3HAaKH,
TTOBEIHKA).

2. Bucoka ¢eHOTHIIOBA MIHIMBICTh JIIOJEH, $SKa 3YMOBJIEHA
TeHeTUYHOI  PI3HOMAHITHICTIO 1  3HAYHOK  BapiaOenbHICTIO
€KOJIOTIYHHX 1 COIIaTbHUX YMOB.

Henomiku:

1. HemoxumBuii ninecnpssMoBaHud miAlip UIUIFOOHMX map i
eKCIIepUMEHTAIIbHI TIUTIO0H.
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2. HeBenuka TpHUBaJicTh KUTTS (TEHETHK MOXE CHOCTEPIraTtu He
Ounbiie 1-2 MOKOiHb).

3. Herenuka «kidbKicTh miTel (2-3), IO HEAOCTaTHBO IS
KOPEKTHOTO CTATUCTUYHOTO aHaIi3y PO3MOJILTY O3HAK Y HAIaJIKIB.

4. Benuka kuIbKicTh rpyn 3ueruieHHs (23-24 rpynu). CymaphHe
9HCII0 TeHiB B reHoMi romuaun 104 — 108,

OCHOBHUM  €TIONATOJIOTIYHUM  UYWHHUKOM BUHUKHCHHS 1
PO3BHTKY CITaJKOBUX 3aXBOPIOBaHb € MyTallii. YacTrora BUHHKHEHHS
MyTallii 3aJIeKHUTh BiJl TEHOTUIY OpraHi3My, ()a3u OHTOTreHe3y, CTaTi,
CTaJiii raMeTOreHe3y, MITOTUYHOrO i MEHOTUYHOTO IUKJIIIB XPOMOCOM,
XIMI9HOT OyJIOBH OKpEMHX JIUITHOK XPOMOCOM TOIIO.

3a xapakTepoM 3MIiHM CHaJKOBOrO MaTepially pO3pi3HSIOTh —
T'eHH1, TeHOMHI MyTallii i XpOMOCOMHI abepartii.

I'enHi abo TOYKOBI MyTamii — 3MiHHM, 3YMOBJIEHI 3aMiHOIO,
BCTAaBKOIO a00 BHIMAJaHHSAM OJHOIO YH JCKUIBKOX HYKJICOTHIIB Yy
MeKaX OJHOTO reHa. BoHU 0OyMOBIIIOIOTH 3MIHU SIK Yy Oy/0Bi OLIKIB,
TaKk 1 (YHKIIHIA akTUBHOCTI O1TKOBOi Mojekynd. ['eHHi Myramii
MOXXYTh BUHHUKATH Ha PiBHI CTPYKTYPH T€HETHYHOIO KOIy, Ha PiBHI
TPAHCKPHIIIIIi UM TPAHCIAIII. Y JIFOAMHHA BOHH € TMIPUINHOIO PO3BUTKY
FeHHUX (MOJICKY/ISIPHHUX) XBOpP0oO. XpoMocoMHI MyTallii (abeparrii) —
3MIHH CTPYKTYpH XpoMocoM. Taki Myramii MOXYTh BHHHKHYTH B
pe3ynapTaTi BTpaTH YaCTHHU XPOMOCOMH (ZAeJemis), TOJBOEHHS
YaCTHMHH XPOMOCOMH (JIYIUTIKAaIisf), BigPUBY 1 TMOBOPOTY YaCTHHHU
xpomocomu Ha 180° (iHBepcis), BIIPUB MUISTHKA XPOMOCOMH OIHi€l
XPOMOCOMHOI TIapH 1 MpUETHAHHS 0 iHIOI Tapu XxpoMocoM. Jlemerii
(acTkoBi aHeymofii) MOXYTh CTaTH MPHYWHOI XPOMOCOMHHUX
xBOpoO. ['eHOMHI MyTamii -3MiHK KapioTwily, KpaTHi abo HeKpaTHi
rarioiTHOMY YUCITYy XpOMOCOM. BHACIIZIOK IOPYIIEHHS PO3XO/KCHHS
Mapyv TOMOJIOTTYHUX XPOMOCOM IIiJl Yac MEeW03y B OHIH i3 YTBOPEHHUX
ramMer MICTHUTBhCSI Ha OJHY XpPOMOCOMY MEHIIE, a B IHINIH Ha OAHY
XpOMOCOMY Oijbllle, HDK 3a HOPMAJBHOTO TaIUIOiMHOTO HaOOpy.
3MUTTS Takoi aHOMAlbHOI TaMeTH 3 HOPMAJBHOK TarJIoiIHOK
ramMeTor MpH 3allliIHeHHI MPU3BOJMTH JO YTBOPEHHS 3UTOTH 3
MEHIIOI0 200 OUTBIIOI KUTBKICTIO XPOMOCOM TIOPiBHSHO 3
JUIIOITHAM HaOOPOM, XapaKTepPHUM JIJISI [[bOTO BHTY.

I'enoMHI, XpOMOCOMHI 1 TeHHI MyTallii B COMATUYHHUX KITITHHAX €
HACIIIKOM Jii MyTareHHHUX YHWHHUKIB. Y JIFOJWHU 1€ €TiONIOTiYHi
(akTopu cnajgkoBHX XBOP0O. 3aXBOPIOBaHHS, 3yMOBJIEHI €HOMHUMH
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(3MiHa 4YmHcIa XpPOMOCOM) 1 XPOMOCOMHHMMH (3MiHA CTPYKTYpH
XpOMOCOM) MYTaLisIMH, Ha3WUBAIOTHCS XPOMOCOMHHUMH XBOPOOAMH.
Komun 3miHa 4mcma XpoMOCOM BH3HAYAETHCS TMOJABOEHHAM a0o0
3MEHIIEHHSM BCHOTO HAOOpy XpOMOCOM, 1€ TIPU3BOIUTH MO
noJiimioinii abo ramnoinii (BiAmoBigHO). 3aiBl YK BIIYyYCHHs OIHIET
a00 JEeKUIBKOX XpOMOCOM MPHU3BOAMUTH N0 rereporuioinii abo
aHeymioixii. 3MiHa CTPYKTypH XpOMOCOM — I TepeOyIdoBu abo
aoeparii. [Ipu 11pbOMy MOpyIIyeETHCS 30aIaHCOBAHICTh HAOOPY T'€HIB 1
HOPMAaJIbHUH PO3BHTOK OpraHizMy. SIK HacliIok XpOMOCOMHOTO
nucOanaHcy BifOyBaeThCs BHYTPINIHBOYTPOOHA 3aru0enn emOpioHa
abo TIONy, BUHHMKAIOTh YPO/DKEHI Baju pO3BHTKY. Yum Oinblia
KUTBKICTh XPOMOCOMHOTO MaTepially 3a3Hajia MyTaliifHOro edekry,
THM paHillle 3aXBOPIOBAHHS 3’SBUTHCS B OHTOI€HE31 1 THM Baromiii
OyayTh MOpYyIIEHHS (I3MYHOrO 1 ICHXIYHOI'O PO3BHUTKY OCOOHMHH.
XapakTepHa prca XPOMOCOMHOIO JHUCOATaHCy — MHOXXHHHICTH Baj
PO3BHUTKY PI3HHX OPTaHiB i CHCTEM.

XpomocomHi  xBopoOM  ckimangarotk Omm3pko  0,5-1%  Beix
CITaZIKOBHX XBOPOO JIFOIMHH.

ComMatnyHi MyTallii 3yMOBJIIOIOTh TEHOTHUITHY PI3HOMAaHITHICTh
TKaHWH OfHiel O0COOMHW 1 31eOUTBIIOr0 HE TepenaroThCcs 3a
CIIAIKOBICTIO TIPH CTaTeBOMY PO3MHOXEHHI, SIKIIIO OpraHi3M
PO3BHUBAETHCS 3 OAHIET KIITHHA a00 TPYNW KIITHH, B SKUX BHHHUKIA
MyTallis, — Taki 3MiHH MOXYTh TepenaBatnucs Hamaakam. CoMaTHaH1
MyTalii BHKOPHCTOBYIOTb Y OpraHi3MiB, SKi PO3MHOXYIOTHCS
BereraTuBHO. COMaTH4YHI MyTamii CKJIaJal0Tb OCHOBY CENeKIIil
KyJIbTYPHHUX POCIIHH.

MyTtareHHi (GakTopH, o 3AOLTBIION0 € MPUINHOK BUHUKHEHHS
MyTamii, KmacudikyroTecs Ha ¢Gi3nyHi, XimMigHi, OiomoriuHi. KoxkHa 3
MyTalliif BUKIUKAETHCS IEBHOIO MPUYHHO. Y OUTBIIOCTI BUMIAJKIB IIi
MpUYMHU HeBimomi. JIronuHa 3a3HaBasa i 3a3HAE THCKY MYTaIid, sKi
BHHUKAIOTH IIiJ] BIUIMBOM TUX YM IHIMNX YWHHUKIB. UWHHUKH, SKi
3/1aTHI IPOHUKATH B COMATHYHI 3aPOJKOBI KIIITHHU YKHBHUX OPTaHI3MiB
1 BUKJIIMKATA MyTallil, OTpUMaJi Ha3By MyrtareHiB. J[is Toro, mod
areHT OyB MyTareHoM, BiH TIOBUHEH MaTH TI€BHI BJIIACTHUBOCTI: JIETKO
MPOHUKATH B KJIITHHH OpraHi3My, 30epiratm iX J>KHUTTECTIHKICTb,
JOCSITaTH siipa KIITHHM 1 BIUIMBATH HA XIMIUHY CTPYKTYPY XPOMOCOM
Ta TpouecH, fAKi BinOyBaroTbesi HHUX. Jlo HaOUIBII aKTUBHHUX
MyTareHiB  H&JIGKUTh  IOHI3yIoua  pajiamis, pEHTIeHIBCbKE
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BUITPOMIHEHHSA Ta yibTpadioneroBi npomeHi. biuzbko 90% myTareHis
€ KaHLleporeHaMH (34aTHi BUKJIMKATH MyXJIUHHUHA PICT).

XiMIUHUX MyTareHiB Haa3BU4YallHO Oarato. BoHM MOXYyTb
BIUIMBATH HA CIAJKOBICTh PI3HUX EKCHEPUMEHTAIBHUX 00 €KTiB:
(ariB, MIkpoOiB, pOCIMH, KOMax, CCaBlliB. MyTareHHy aKTHBHICTb
MOPOSIBJIIIOTE  YOTHPH ~ YMOBHUX  TpymH  XiMIiuHMX  (akropis
30BHIIIHBOTO CEPEAOBHUINA: MECTULUAN, IPOMHCIOBI OTPYTH, Xap4oBi
J00aBKH, JIKH.

Cepen XiMIYHMX MYTareHiB J0 HaWOUIbII CHJIBHHUX BiHOCSTH:
XJIOPOBaHi BYTJIEBOJIHI, eTUIICHAMIH, JieTuicynbdar,
JIAMETHICYIb(AT, HITPO30ETUICEUOBUHY, HITPO3OMETHIICEUOBHHY,
TIEPOKCHJI BOJHIO, iMPUT TOIMIO. IX Ile HA3UBAIOTH CylepMyTareHaMH,
OCKUTBKM BOHHM BHKIMKAIOTH OJMH 1 TOW ke Thn Mytamid. [pyry
TPyIy CKJIAJal0Th PEUOBUHU, IO OJIM3BKI 3a OyIOBOIO 3 a30THCTHMH
OCHOBaMH HYKJICTHOBUX KHCJIOT 1 MIIOTh Ha HUX: 5-Opomyparum, 5-
¢dropaiokciypenuH, S-OpoMokciypamwn Ta iH. Jo Tperpoi Tpymnu
BIHOCSTh AKpHUIWHU Ta 1X MOXimHI (AaKpUIMHOW JKOBTHH, €THIII
Opominy, mpoduiaBiH aKpPUAMHOBOTO CMaparmoBoro ToIino). BoHu
3maTHi 3MintyBaTé okpemi ocHoBH JIHK abo BukIMKaTi MyTallii THITY
nenenid (BumamanaHg AustHKE JIHK). ¥V dgerBepTy rpyry BXOASTH
a30TUCTa KHUCIIOTa, (popManblaerim, Tiapokcuiaamid Tomo. KoxHmil 3
XIMIYHUX MyTareHiB MOYK€ BHKJIMKATH SK XPOMOCOMHI PO3PHBH, TaK 1
TeHHI MyTtamii. Aje Ha BiIMiHy Bin (i3MYHUX MyTareHiB, XiMidHI
3’SIBJISIIOTHCS HE 3pa3y, a uepe3 INeBHUH Jac.

Jo XiMiUHWX MyTareHiB MOXXHA BIHECTH 1 JdesAKi JNiKapChKi
pedoBuHH. Jlikapchki TpemapaTtd, SK XIMI4HI PEYOBHHHU PI3HOI
CTPYKTYPH, € CTOPOHHIMHU IJIi OPTaHi3My JIIOJUHH. 3BiJICH BUHUKAE
mpobinema ix myrareHHocTi. HoBi 1 1aBHO BioMi JliKapchKi peYOBUHU
3aTHI BUKJIMKATH MYTaIlii TEHIB y POCIHH, MIKPOOPTaHi3MiB, KOMaXx,
a TaKoXX y KyJIbTypi KIIITHH ccaBIiB i JoauHu. Jleski 3 JiKapchKux
mpenapaTiB 32 BEJIMYMHOIO ~ MYTareéHHOro  IOTEHLialy  He
MOCTYMAlOThCs  10HI3yrOWid  pamiamii. Takx, Hampukimag, Bci
[UTOCTATUYHI W aHTHUMITOTHYHI TIpenaparH, SKi BUKOPHCTOBYIOTHCS
JUTS JTIKyBaHHS 3NOSAKICHUX ITyXJIMH, 3[]aTHI iHIYKYBaTH TeHHI MyTaIlii,
XpOMOCOMHI aHOMaJlii ¥ iHII OioMOriuHi eQeKTH, XapakKTepHi s
ioHI3yr0ouOoro BHUNpOMiHIOBaHHS. Jlikapcbki mpemapatu MOXYTb
BUKJIMKATA UIMPOKMU CIEKTp MyTalii — Bil TOYKOBHX JO
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MOLIKOPKEHHST BCOT'O XpOMOCOMHOro Habopy. bionmoriuni myrareHu
— 1me Bipycu, Oaktepii, HAOPOCTIlIi, TOKCMHHW TEIbMIHTIB, TpUOH
37aKiB. BoHM CIpUYMHSIOTH 3MiHU TAKOTO K XapakTepy, K Gi3ndHi Ta
XIMiYH1 MyTareHu.

Xinx 3angaTTo:
1. KoHTponb BHUXiZHOrO piBHA 3HaHb CTYJEHTIB 3 AaHOi TeMu (Ha
OCHOBI TIepeliYeHNX MUTAHB 3MICTY TEMH)

2. [lpakTuyHa yacTrHa
2.1. XapakTepucTHKa eTaniB poOOTH

a) y hopmi criiBOecim 3’°sICyBaTH MOHATTS «CITaKOBI 3aXBOPIOBAHHSY,
MPUYMHU 1 MEXaHI3MHU X BUHUKHEHHS, POJIb MyTallill K OCHOBHOTO
eTelTOriYHoro (pakTopa y po3BUTKY CHAJKOBHX XBOPOO.
0) 3aTIOBHUTH TAOJIHIIIO:
Tabmuns 1. [epenik OCHOBHHX TEPMiHIB, MapaMeTpiB, XapaKTEPUCTUK

Ne 3/m Tepmin Buznauenns

(BN

MennuHa reHeTHuKa

[TOHSTTS «CITaIKOBI 3aXBOPIOBAHHS

MeToau MeTUIHOI T€HETHKH

MyTartii, kiacudikaris 3a piBHEM OopraHizartii
TEHETHYHOT O MaTepiary

MyTareHd, ix Kiacudikaris

IaayxoBani MyTaiii

Teparorenn: BUSHaYCHHS 1 TPUKIIA TN
Kanrmeporenn: BU3HaYEHHS 1 IPUKIIATA
AHTHUMYyTareHu: BU3HAYeHHS 1 IPUKIaan

O O|INo|o1 & (WIN

2.2. OdopmiieHHs pe3yabTaTiB MPAKTUIHOI pOOOTH:
Y poboduomy 30mHUTI CTYIEHTH 3amloBHIOIOTH Tabmuito «llepermik
OCHOBHHX TEPMIiHIB, TApaMETPiB, XaPaKTEPUCTHK)

3. [lutaHHs U1 KOHTPOJIIO 3aCBOECHHS TEMH:

1. Ilpenmer Ta 3aBmaHHS MenuuHOi reHeTMKH. OCHOBHI eTamu
PO3BUTKY.
2. Miciie Memu4HOI TEHeTHKH Y CHCTeMi MEIUYHHX 3HaHb,
B32€MO3BS30K MEIMYHOI T€HETUKH 3 IHIIMMH KIIHIYHUMH H MEIUKO-
npodiTakKTHYHUMH JUCHUITTIHAMU.
3. Ponb BITYM3HSHUX BYEHUX Y PO3BUTKY MEIUYHOI T'€HETHUKH.
4. Etanu po3BUTKY MEINYHOT T€HETHKH.
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5. ETionoris criagkoBux 3aXBOPIOBaHb.

6. MyTauii ik OCHOBHHI €TiONOT1YHUI YUHHUK y PO3BUTKY CHAaJKOBOI
MATOJNOTii.

7. JleranbHi Ta cybneranbHi MyTallii.

8. MennkaMeHTO3HMI MyTareHes, TepaToreHes, KaHIeporeHes.

9. Cy4yacHi JIOCATHEHHs MEIUYHOI TIeHETUKU. [IOHATTS Tpo
MOJIEKYJISIPHY MEIHIINHY.

INPAKTUYHE 3AHATTSA Ne 2
Tema. Meroau AOCTIKEHHS CIAAKOBOCTI JTIOIWHM: NeHeaJoT uHMi,
ONMM3HIOKOBUH, MOMYJISIIHHO-CTATUCTUYHIH, MOJIEKYJISIPHO-

FeHETHYHI, IUTOreHEeTHYHI Ta 010XiMIvHI.

Buj 3aHATTS: IpaKTUYHE.

AKTYaJIbHICTh T€MH: BUBYCHHS METOJIB JIOCIIIPKEHHS CIaKOBOCTI
JMIOJIMHU  JIAIOTh 3MOTY JIIKAPI0 — TEHETHKY OIIHUTH PH3UK
3aXBOPIOBAaHHS JIUTHHU Ha pIi3HI crOajkoBi xBopoOw. [’ eHermka
JMIONMWHA BUBYA€ 3aKOHOMIPHOCTI CITAJKOBOCTI Ta MIHJIHUBOCTI
JIIOJICEKOT0 OpTaHi3My.

Mera 3aHATTA: 3HATH OCHOBHI METOIHM MIarHOCTHKU CITaJKOBHX
3aXBOPIOBAHb JIOAMHH: TCHEAJOTTYHUH, OIM3HIOKOBHH, TOMYJIAIIIIHO-
CTaTUCTUYHHUM, MOJIEKYISIPHO-TEHETUYHUN, LUTOMCHETUYHUA Ta
OioxiMiYHUI, HABUNTUCH BUKOPUCTOBYBATH IIi METOIN MPH CKPHHIHT
aHaTI31.

3micT Temu:

1. 'eneanoriyamii METO/I.

2. lluToreHeTHYHMH METO/T BUBYEHHS CITaJKOBOCTI.

3. briuzHIOKOBUH MeTOI.

4. ITonynsmiifHO-CTATUCTHYHUN METO/I.

5. MonekynspHO-TEHeTHYHNN Ta OIOXIMIYHHI METONW BHBYCHHS
CHaIKOBOCTI JTFOAMHU

OO6JagHaHHSA Ui MPOBEIEHHSI 3aHATTA: TaONWI Ta TPO3IpKH 3
pomoBomamu;  ¢dororpadii  mited i3 pI3HUMH  CHAJAKOBHMH
3aXBOpIOBaHHAMH; MeTada3Hi IUIACTHMHKH JiT€d 13 CHHIpPOMaMH;
METOIMYHI MaTepialy.

InTerpaTtuBHi 3B SI3KH TeMH: MaTepiayl JaHOI TeMH IIOB’S3aHUN 3
BHUBYECHHSM OKPEMHMX PO3[IiIiIB MEIUYHOI TEHETHUKH, TiCTOoNorii,
MaTOJIOTIYHOI aHATOMIl.
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Xin 3angaTTH:
1. KouTponbs BHUXiZHOTO piBHA 3HaHb CTYICHTIB 3 AaHOi TeMu (Ha
OCHOBI TIEpeNIiYeHNX MUTaHb 3MICTy TEMH)
2. [lpakTnyHa yacTuHa
2.1. XapaKTepucTHKa eTamiB poOOTH
2.1.1. T'eneanoriyauii MeTox

OCHOBHHII METOJ] TEHETHYHOT'O aHaji3y B JIIOJUHU TOJISATaE B
CKIIaJlaHHI W BUBYEHHI pojoBony. JlaHwii Meroa  Brepiie
3anpononyBaB Hampukinii XIX cr. @. [aneron. ['eneanoris — e
ponoBia. ['eHeanoriyuHuéi Merox — METOJ POJOBOJIB, KOJIU
MPOCTSKYETHCSA O3HAKa (XBOpPoOa) y POJMHI 3 BKA3iBKOI POIMHHHMX
3B’S3KIB MDK 4JI€HaMH pOJOBOMy. B #Horo OCHOBY TOKIaJeHO
perenbHe OOCTEXEHHsI WIEHIB pOJWHHU, CKIQJaHHsI © aHami3
POIOBO/IIB.

T'eHeaJIOriYyHUM MeTO J03BOJISIE BCTAHOBUTH:

- CHAJKOBHUI XapakTep 03HAKHU;

- TUN yCITaJIKyBaHHS 1 IEHETPAHTHICTD aJIelis;

- XapakTep 34YCIUICHHS TEHIB 1 3IIHCHIOBATH KapTyBaHHS
XPOMOCOM;

- IHTEHCUBHICTh MYTAIliifHOTO TIPOIIECY;

- po3mm(poBYBaHHSA MEXaHI3MIB B3a€EMOII{ T'eHiB;

- #oro 3aCTOCOBYIOTh npu MEITUKO-TeHETHIHOMY
KOHCYJIbTYBaHHI.

CyThb TEHEaIoriYyHOrO0 METOXy TIOJsrae y BCTaHOBJICHHI
POIVHHHMX 3B’S3KiB, IIPOCTEeKEHHS O3HAK abo XBOpOOHM cepen
OMM3BKMX 1 [JanekuX, MpsSAMUX 1 HENpsAMUX poaudiB. Meroxq
CKJIaJIA€ThCS i3 IBOX €TaIliB: CKIAJaHHS POIOBOAY 1 T€HEAIOTi4HOTrO
aHamizy. BuBUGHHS ycmaJgKyBaHHsS O3HaKH a00 3aXBOPIOBAHHS B
MeBHIM ciM’1 po3nmoOYMHAETHCS i3 Cy0’€KTa, SIKUH Mae 110 03HaKy abo
3aXBOPIOBAHHS.

Oco0uHa, sKka TEpIIOI T[OMajae B TIONE 30py TIeHeTHKa,
Has3uBaeThCs MpodanaoM. Lle mepeBakHO XBopHil a00 HOCIH JOCITiTHOT
o3Haku. JlitTh oxHiei OaThKIBCBKOiI IMapu HAa3WBAaKOThCA cHOCaAMU
npobanna (bpatu - cectpm). [loTimM epexoaarTs 1o Woro 6aThKiB, Aaii
1o OpartiB i cectep 0aThKiB 1 iX AiTel, moTiM 10 aimycis i 6adych i T.n1.
Cxitaaroun pojioBiji, poOIsATh KOPOTKI HOTATKH MPO KOXKHOTO WiieHa
ciM’i, ¥Horo poaumHHi 3B’s3kM 3 npobanmoM. Cxema pomoBOLY
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CYNPOBOIKYETHCS MO3HAYEHHSIMH il PUCYHKOM 1 OTpUMalia Ha3By —
JereHa.

Bei iHaMBinyyMH pO3MIIIYIOTBCS CTPOrO MO MOKOIIHHIX B OJUH
psaa.  SKmo pomoBin  Ay)Ke BENMKHH, TO Pi3HI  TOKOJNIHHS
PO3TAIOBYIOTh HE TOPU3OHTAIBHUMH, a KOHUCHTPHYHUMH PSIAMH.
3acTocyBaHHSI TEHEAIOTIYHOTO METOAY JO3BOJIMIO BCTAHOBUTH
XapakTep ycnajKyBaHHs reMo(itii, OpaxinakTuiiil, axoHaporuiasii Ta
iH. BiH MmHPOKO BHKOPUCTOBYETHCS JJISi YTOYHEHHS TEHETHYHOI
MPHUPOAX MATOJIOTIYHOTO CTaHy 1 NPU CKIaJaHHI MPOTHO3Y 3/I0POB’S
HaIAJKIB.

[lpu cknagaHHi poJOBIAHUX TaONUIL KOPUCTYIOTHCS YMOBHHMH
no3HadeHHs MK, 3anpornoHoBanuMu [. HOctom y 1931 p. ®Dirypu
POMOBIIHUX PO3MIIIYIOTh TOPU30HTAIBHO (200 1O KOJIy) B OJWH
PAIOK KOXKHE MOKOJIIHHS. 3j1iBa I103HAYAIOTh PHMCHKOI IHU(POIO
KO)KHE TTOKOJIHHS, & OKpeMi 0cOOM B TIOKOJIiHHI — apaOChKUMU 3J1iBa
HampaBo 1 3BepXy BHu3. [lpuyomy Halcrapmie TOKOJIHHS
pO3TaIIOBYIOTh 3BEPXY pPOIOBOMY 1 mToO3HA4arOTh Imdporo I, a
HaWMOJIOAIIE — BHHU3Y pOMOBOMY. bpaTiB 1 cecTep 3rigHO 3
HapOIDKEHHSAM HAWCTapIIoro po3TamoBYIOThH 3iiBa. KoxkHuUi wieH
pomoBoay Mae cBid mmdp, Hanpukiaax 11-4, II1-7. IlnroOHa mapa
POIOBOAY TMO3HAYAETHCS 332 THUM K€ HOMEPOM, aje 3 Majioi JITepH.
SKImo onvH 13 MOAPYXOKS HE OOCTEXEHHH, BIOMOCTI PO HHOTO HE
HaJaloThCs B3araii.

ITicns ckmamadHs pOMOBIAHOI 1O HEi MOMJAETHCS THCHMOBE
MTOSICHEHHSI-JIETeH/]a POJIOBOTY.

Y nereHzi MaroTh 3HANTH BimoOpakKeHHS TakKi BIIOMOCTI:

® pe3ynbTaTd KITHIYHOTO ¥  MO3aKIIHIYHOTO  OOCTEeXEHHS
mpobaHma;

* BIiZJOMOCTi ITPO OCOOMCTHI OTJISIA POAMYIB MPOOAH/A;

* 3iCTaBJIEHHS pPE3YNbTaTiB OCOOMCTOrO OrisAy MmpodaHaa 3
BiIOMOCTSIMH OTIUTYBaHHS

HOTo pOINYiB;

* TUCHMOBI BIIOMOCTI TIPO POAWYIB, SIKi MPOKWUBAIOTH B i1HIIIN
MICIIEBOCTI;

* BHCHOBOK IPO THII YCIIAAKYBaHHS XBOpPOOH a00 O3HAKH.

AHami3 poaoBOLY MAa€ MOXJIIMBICTH JIHTH BHUCHOBKY IIOJO
CIaJIKOBOTO XapakTepy O3HAaKH, THIy YyCHaJKyBaHHA (aBTOCOMHO-
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JOMIHAHTHHM, aBTOCOMHO-PCLIECUBHUN a00 3YerieHWui 31 CTaTTIo),
3UTOTHOCTI mpobaHAa (romMo- abo TeTepo3UTOTHHI), CTYIEeHS
MEHETPaHTHOCTI i eKCIIPEeCUBHOCTI.

2.1.2. lluToreHeTHYHUH METO.I

[urorenernyHuit Meroq (METOA XPOMOCOMHOIO — aHai3y)
IPYHTYETbCI HA MIKPOCKOMIYHOMY JIOCTIIDKEHHI CTPYKTypu i
KUTBKOCTI XpoMocoM. Bin HaOyB mmpokoro 3actocyBaHHs B 20-X
pokax XX cT., Ko OyJ0 OTpUMAaHO MepIili BiIOMOCTI MPO KUIbKICTh
xpoMocoM y JroauHH. Y 30-x pokax Oymu inentu¢ikosani nepii 10
nap xpomocoM. Y 1956 p. mBenceki Bueni Jx. Tuito i A. JleBan
BIIEpILIE IOBEJIH, 110 B JIIOJUHU 46, a He 48 XpOMOCOM.

[uTorenernunuii METO/I BAKOPUCTOBYIOTh JIJISI:

* BUBYCHHSI KAPIOTHUITIB OpPraHi3MiB;

* YTOYHEHHS 4YWCJIa XPOMOCOMHHUX Ha0OpiB, KUIbKOCTI ¥
MOpPQOIIOTii XPOMOCOM JIJIst

JIaTHOCTUKHA XPOMOCOMHHUX XBOPOO;

* CKJIQJIaHHS KapT XpOMOCOM;

® IS BUBYEHHS TEHOMHOTO 1 XPOMOCOMHOI'O MYTAIlifHOTO
IIPOILIECY;

® BUBYCHHS XPOMOCOMHOrO  MOJMIMOp(i3My B  JIFOJCBKUX
MO JIALIISX.

XpoMocoMHHI Ha0ip IIOJWHH MICTUTh BENHKY KUTBKICTh
XpPOMOCOM, OCHOBHI BIiOMOCTI MpO SKI MOXHA OTpPUMaTH IIPH
BHBYEHHI iX y Meradasi mito3y 1 mpodasi; meradasi meitozy. Kirituau
JIOAWHYU JUIA OPSAMOIO XPOMOCOMHOI'O aHajli3y OTPUMYIOTh LUIIXOM
Oioncii KICTKOBOTO MO3KY i TOHa ab0 HEeNPSIMUM METOJOM - IUITXOM
KyJIbTUBYBaHHS KIITHH TepueprudHoi KpoBi (MiMdonuTn), KOIH
OTPUMYIOTh 3HAuHy KimbKicTh Metadas. Henpsmum wmetomom
JOCITIDKYIOTh TaKOX KIIITHHU aMHIOTHYHOI pinmuHU abo ¢ibpodmactw,
OTpHUMaHi Ipy aMHioNeHTe31 abo Oioricii XopioHa, KINTHHU a00pTYCiB,
MEpPTBOHAPO/UKEHUX Ta iH. Yacrimie OCHiKYIOTh XPOMOCOMH B
niMdonnTax nepudepruaHoi KpoBi 3 BEHO3HOI, renapruHi30BaHOI KPOBI.

OcTa”HHIM 4YacoM BCl JOCHIKEHHS B IIMTOI€HETHUI JIFOIUHU
MIPOBOJIATH 13 3aCTOCYBaHHAM METOIB AudepeHiiHoro 3adapBieHHs
XpOMOCOM (HOBI METOAMKH 3a0apBIEHHS XPOMOCOM), SIKi JO3BOJISIIOTh
BIIPI3HUTH KOXXHY XpoMocoMmHY mnapy.llpu BupimeHHi nuraHb
NiarHOCTUKA XPOMOCOMHHX XBOpPOO Pi3HI MeTOIu IudepeHLiitHoro
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3a0apBJIeHHS 3aCTOCOBYIOTh Y KOoMOiHaMii. 3aBasku audepeHuinHomy
3a0apBJICHHIO XPOMOCOM MO)KHA BHUSBUTH HE3HAYHI XPOMOCOMHI
3MIHH: HEBEJIMKI JeNeIii, TpaHCIIOKaIlil Ta iH.

XpOMOCOMHI ~ 3MiHM  BUSIBJISIIOTH, JOCHIDKYIOUM  KapioTHUI
JIOPOCJIOr0 OPraHi3My, y KJIITHHAX aMHIOTMYHOI PIJIMHU Ta B KIITHHAX
XOpiOHa AJIS NIarHOCTHKH XPOMOCOMHHUX 3aXBOPIOBAHb IJIOAA.

OtpumaBmmm  MiKpompenapar 13 KyJabTypd  JIiMQOIUTIB
nepudepruHoi KpPOBi, i3 KIITHH aMHIOTUYHOI PiIIMHM a00 KIITHH
XOpioHAa BHUBYAKOTH HOro Bi3yalibHO. BinOupaioTh y moii 30py
MeTadazy 3 PpO3AUILHO PO3MILIEHUMH XPOMOCOMAaMH, a IOTIM
Mikponpenapat Qotorpadyiors. 3 HeratuBa poOJNSATH BIIOMTKH Ha
¢doronanepi. 3 mikpodororpadii BUpPI3arOTh 300pa)KeHHS KOXKHOT
XpPOMOCOMH HOXHIISIMH, HAKICIOIOTh iX TYMOBUM KJIGEM Ha OUTHii
apKyll Manepy B s, MOYMHAOYM BiJ HAWOLIBIION MEpIHIoi mapw,
3aKIHYYIOYM MajluMd Xpomocomamu 21-i, 22-1 map i crareBoi Y-
xpomocoMu. Tak OTpUMYIOTh iiorpamy.

[To6ymoBy kapioTuiry, TOOTO BIOPSAKOBAHE PO3MIIICHHS KOXXHOI
Imapu XpOMOCOM 3a IHAWBIAyaTbHUMH O3HAKaMU BiJIMIHHOCTCH:
3arajbHa JOBKMHA XPOMOCOMH, (popma, po3TalryBaHHS LIEHTPOMEpH.
BimbmricTe XpOMOCOM 3a TAaKOTO METOIY MOYKHA TUTHKH BIAHECTH IO
TIEBHUX TPYI 3TiIHO 3 JEHBEPCHKOIO KIacupikaIliero.

Leit meTron mo3BOMISIE qIarHOCTYBATH 0arato CIIagKOBHX XBOPOO,
BHBYATH MYyTaliHHUN TIpolec, CKIaAHI TepeOynoBW 1 HaiiMeHIi
XPOMOCOMHI aHOMAaJii B KIITHHAX, AKi BCTyMmWiu y ¢a3y Moairy Ta
11032 MTOJIIOM.

[Toxa3m no KapioTHITYBaHHS:

* MaIieHTH 3 MHOKHHHAMH YPOJDKEHHMH BaJlaMU PO3BUTKY;

* JiTH i3 3aTPUMKOIO (DI3HIHOTO Ta ICHXOMOTOPHOTO PO3BUTKY;

* marlieHTH 3 HemudepeHmiioBannmu (opmamu  omirodpeHii
(memoymcTBa);

* MaIi€eHTH 3 MOPYIICHHSIM CTaTeBOro A(epeHIIFOBaHHS;

* JKIHKH 3 TOPYIIEHHSM MEHCTPYaJbHOr0 IHKIY (TIepBHHHA 200
BTOpPUHHA aMeHOpes );

* cimM’1 3 Oe3rTAIIM;

* )KIHKM 13 3BMYHUM HEBUHOLIYBaHHSM BariTHOCTi (BHKHIHI,
MEpPTBOHAPODKEH]).
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Ilopsim 3 BHBUYEHHSM MITOTHYHMX XPOMOCOM  II€BHOTO
NiarHOCTUYHOTO 3HAaueHHs1 HaOyBa€ CIOCTEPEXKEHHs iHTepQazHUX
KIiTHH. BigMiHHOIO 03HAKOIO KIHOYOI CTaTi € BMICT B iHTep(azHUX
sIpax CTaTeBOro XpomaTtuHy abo Titens bappa. Y 1949 p. Bapp i
Beprpam mpu BHBUCHHI HEPBOBHUX KIITHH KilIKH BHSBHJIM B SApax
HEBCIMYKE IHTCHCUBHO 3a0apBiieHE TUIbIle, SKOMY JaJld Ha3BY
«carenmit sapa». [li3Hime 0ys0 JOBEISHO, 1[0 BOHO MICTHUTHCS TUIBKH
B sapax KJIITUH CaMOK 1 MOro MOXKHA PO3IIIAIaTH K O3HaKy, IO
BIJIPI3HIE KIITHHU CaMOK BiJ KIITHH camuiB. Lle Tinblie oTpumano
Ha3BYy cTaTeBUi XxpoMmaTuH abo Tinble bappa.

CraTeBUii XpOMATHH MICTHTHCS TUTBKM B SIIpaX KIIITHH CaMOK
TBapHH, siKi MalOTh X-xpomocoMmu. [licys 3a0apBieHHs I IPyI04YKa
XpPOMaTHHY pO3TamioBaHa MOONH3Y sAEpIs, OIS simepHOI 00OIOHKH
a00 JIOKUTh BUIBHO B Kapiomiasmi. Jlokamizaiiss craTeBoro
XpOMaTHHY BCEPEIHHI sJpa BIIHOCHO IMOCTIMHA JUIS KIIITHH MEBHOTO
TUTY TKaHHH.

BceranoBiieHo, 0 cTaTeBU XpOMAaTHH € HE IO iHIIE, K OAHA i3
X-xpoMocoMm,  ska  mig  yac  iHTepdasu  mepeOyBae B
TeTepONiKHOTHYHOMY cTaHi. Ha cramii Omactommern omHa i3 X-
XpPOMOCOM, MaTEpUHCHKOr0 a00 OaTBHKIBCHKOTO  ITOXOKCHHS,
IHAKTHBY€ETHCA.

Xin BU3HAYEHHS CTATEBOT'O XPOMATHHY B JIFOIMHU.

1. CrepunbHUM IIIIATENIEM OTPUMYIOTH 3iMIKpiO 13 CIM30BOL
00OJIOHKH TTOPOKHUHU poTa (i3 BHYTPIMIHBOI TOBEPXHI MIOKH).

2. 3ckpibok (OiMyBaTHi HAJTIT) PO3MINIYIOTh SK MOXHA PiBHIIIE
MIOCEepEMHI IPEIMETHOT'O CKENbIIS.

3. Masok ans ¢ikcauii 3aHyprooTh Y 96%-Huil eTaHou.

4. Yepes 15-20 xB Ma30K BUIIMAOTH 1 MIACYIIYIOTh Ha TTOBITPI.

5.Ha wmaszok HaHOCATH 1-2 Kpamm po34MHY ameropceiny.
HaxpuBaroTh MOKPUBHUM CKENBIIEM 1 Hpermapar MiKpOCKOIIYIOTb.
Crioyatky Ha MajoMmy 30UIbIIEHHI, a MOTIM MiA OJIMHOI0 IMepCiero.
JomimkyroTe TUTBKH iHTEpda3Hi a00pe MOMITHI OBaimbHOI (hopMu
sapa.

VY KiHOK cTraTeBUH XpomaTuH BusBIseTbcs B 20-60% sizep.
KinbKiCTh TPYZOYOK CTAaTEeBOrO XpPOMATHHY 3aBXKAW Ha OIMHHIIIO
MeEHIIIe HDK YHUCI0 X-XpOMOCOM. Y HOPMI B JKIHOK Y KOXKHOMY sIZIpi
MICTUTBCS OZJHE TUIBLIE CTATEBOTO XpoMaTuHy. [lopyiieHHs KiIbKOCTi
X-XpOMOCOM NPHU3BOIUTH A0 3MIHU KUIBKOCTI CTaTEBOIO XPOMATUHY:
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B igamBigyyma tHmy 48 (XXXX) ix Oyzme Tpu, 3a tumy 45 (XO0)
(cunapom IllepemeBcbkoro-TepHepa) cTaTeBUil XpOMaTHH BiZICyTHIH.

VY 4onosikiB 3 kapiotunom 46 (XY) crateBoro XpomaTuHy
Hemae. 3a kapiotuny 47 (XXY) BuU3HauaeThcs OAHA TPyAOUKa
CTATEeBOr0 XpOMaTHHY, B oci0 3 kapioturmom 48 (XXXY) — nBi
TPYdOYKH.

CraTeBUil XpOMaTHH BUSBISETBCS TAaKOX Y CETMEHTHHX
JEWKOIMTAX y BUTIISII BUPOCTY (Tak 3BaHi «OapabaHHI NANIWYIKH»), Y
BariHAJILHOMY eIiTenii a0o B KIIITHHAX BOJIOCAHOI IUOYIUHH.

st BUSIBIIGHHS YOJIOBIYOTO Y-CTaTEBOI'O XPOMATHUHY "-TUIbIIS)
Mazkd  (apOyIOTh aKpUXiHOM 1 PO3TINAIOTH 13 JIOMOMOTOO
JIFOMIHECIICHTHOTO MIKPOCKOMa. Y-XpOMaTWH — II€ 4YacTO4YKa, IO
IHTEHCHUBHO CBITHUTBCS, SIKA 32 BEJTMYMHOIO W IHTEHCHBHICTIO CBITIHHS
BIJIPI3HSETBCS Bijl IHIIMX XPOMOIEHTPIB. BiH BUSIBISETBCS B spax
KITHH  4osioBikiB. KimpkicTs Y-Tineup BiAmoBigae uuciay Y-
XPOMOCOM y KapiOTHITI.

2.1.3. bnu3HIOKOBUI METOJ BUBUCHHSI CITaJIKOBOCTI

Jltst  KIiHIYHOT TEHEeTMKM y BHBYCHHI 3aKOHOMIpHOCTEH
yCIaIKyBaHHS MATOJOT1YHOI O3HAKH OCOONHMBO BaYKITMBOTO 3HAYEHHS
HaOyB OJM3HIOKOBUH METOH, SIKUH 3alpOBaJvB aHIVIIHCHKUN YUCHHIH
®. Tameron (1876). Vloro BHKOPHUCTOBYIOTH IUisi BCTAHOBIICHHS
CTYIEHS CIIaKOBOi 3yMOBIIEHOCT] IOCTIPKYBaHUX O3HAK.

Meron rpyHTY€ThCS Ha TPHOX IOJIOKEHHSX:

1. MoHO3UTOTH MalOTh 1MEHTUYHI TEHOTHUIIH, a AU3UTOTH - Pi3HI
TeHOTHIIH.

2. CepeioBuIlle, B SKOMY pO3BHBAIOTHCS OJM3HIOKH 1 sKe
BILTUBAE HA TIPOSB O3HAK, MOXKE OyTH OIHAKOBUM 1 HEOAHAKOBUM IS
OJTHOI 1 TO1 X Tapu OJM3HIOKIB.

3. Bci BmacTuBOCTI OpraHi3sMy BU3HAYAIOTHCS B3a€EMHO 32 YUACTIO
TeHOTHITY 1 CepelOBHINA.

SAx BimomMo, ONW3HIOKM MOXYTh PO3BUBATUCS 3 OJHOTO
3aILTITHEHOTO SIS (MOHO3UTOTHI,

M3), abo 3 IBOX 3aIUTITHEHWX OJHOYACHO PI3HHUX SIALIEKIITHH
(mu3urotHi, [13). MoHO3UTOTHI ONMM3HIOKK (IACHTHYHI, OJHOSMIICBI)
XapaKTepU3yIOThCS A0CONOTHOK CXOXICTIO TEHOTUITY 1 (PEHOTHITY:
OZIHAKOBOI CTaTi, MalOTh IIEHTHYHI IPylH KPOBi, CXOXi MIX Cc000I0
30BHI. Bonu marte 100% cninbHUX TeHiB. MOHO3UTOTHI OJM3HIOKH
BUHHMKAIOThL 3  OOHIET  SHNEKIITHHHM,  3alUIAHEHOI  OJHUM
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CIEepPMaTO30iI0M 3 HACTYIIHUM IIOAUIOM 3WUTOTH Ha 1B 3apOIKH.
Ju3urotHi ONMM3HIOKKM (HEINEHTHWYHi, JABOSIHIIEBI) MAalOTh pi3HI
TCHOTUIIN, MOXYTh BIAPI3HATHCS 3a CTAaTTIO 1 32 30BHIMIHIMH
o3Hakamu, ajie B HuX 50% 3aragbHuX TeHiB. J(U3WMroTHi ONM3HIOKU
BUHHMKAIOTh BHACIIIOK 3aILIiAHEHHS OBOX 1 Ollblie simekmituH. Lle
MOJKE€ BiIOYTHCS 32 OJJHOYACHOTO YTBOPEHHS JABOX SIMICKIIITHH Y JBOX
(onikynax abo yTBOPSHHS JBOX SIEIb B OMHOMY (OJIKYJII.

Ha mincraBi mopiBHAIBHOrO BHBYEHHS O3HAK Y OJHM3HIOKIB
BHUPaxXOBYIOTh TIOKa3HUKH KOHKOPJAHTHOCTI (4acToTa CXOXKOCTi) i
JIMCKOPJAHTHOCTI (4acTOTa BIAMIHHOCTEH ).

Y M3 koHKOpAaHTHICTh 3HAYHO BUIIA, HiIX Yy /I3, mpote cTymiHb
CXOXKOCTI JUIsl PI3HUX 03HAK ICTOTHO KOJIMBAETHCS.

3a JONOMOror ONM3HIOKOBOTO METOJAY BHBYAIOTH 3HAYCHHS
CmajgKkoBOCTI ¥  cepenoBuma y QopmyBaHHI  (izionoriyHux
0COOJIMBOCTEH OpraHi3aMy ¥ y pO3BUTKY CHaJAKOBOI maTonorii. Skio
o3Haka (OPMyeThCS IMiJi BIUIMBOM CEPEJOBUINA, TO PI3HHUIIL
(TMCKOpHAHTHICTH) MDK MOHO3WTOTAMH 1 JH3UTOTaMH  Oyze
HE3HAYHOIO. SIKIIO O3HaKa 3aJISKHUTh Bill TEHOTHITY, TO CXOXKICTh MiX
MOHO3UTOTaMU Oyne OUIBIIOI, HDK MDK IU3WTOTaMH. 3a UM
TIPUHITATIOM OyJ1a JTOBEICHA TeHEeTHYHA CXUIIBHICTE 0 PI3HUX XBOPOO.
br3HIOKOBHIA METO BUKOPUCTOBYIOTE IS ITEPEBIPKN €(hEeKTHBHOCTI
TEPANeBTUYHUX 3aXOJiB MPU PI3HHX 3aXBOPIOBAHHSIX, a TAKOXK MpPU
BUBYCHHI EKCITPECUBHOCTI ¥ IEHETPAHTHOCTI Te€HIB, SKi BUKIUKAIOThH
CHaJKOBI XBOpOoOW. BIM3HIOKOBHIA METON a€ MiHHY 1H(GOPMAIIII0 ITPpH
BHBYEHHI MOpQOIOTidHUX 1 (Pi3i0TOTIYHUX O3HAK, PO TEHOTHITY 1
Monudikamii y popMyBaHHI OOMiIHY pEYOBHH Y JIOAWHU Ta iH.

2.1.4. TomynsifHO-CTATHCTUIHUA METO

Meron TpYHTYEThCS HA CIOCTEPSKEHHI CIAJKOBUX O3HAK Y
BEJIMKUX Ipynax HaceneHHs. Bin mo3Boinse po3paxysatu B MOy IS T
YacTOTy HOPMAILHHX 1 MATOJOTIYHHUX TEHIB 1 TEHOTHUIIIB: TETEPO3UTOT,
TOMO3UTOT JIOMIHAHTHUX 1 PEIECUBHUX, YaCTOTY HOPMAJIbHHX 1
MATONOTIYHUX (DEHOTHITIB.

VY 1908 poui marematuk I'. Xapai B AHriii i Jikap-aHTPOIOJIOT
B. Baiinbepr y Himeuunni cdopmymoBamu 3aKOH MiIATPHUMKH
TeHETUYHO1 PIBHOBATH B iJlealIbHIN TOMYIAIII.

Yactora TeHOTUTIB i ()EHOTHUIIB PO3PAXOBYETHCS 3a (HOPMYIO0
Xapni-Baitn6epra:  p?+2pg+g’=(p+q)>=1, ne p — uwacToTa
JIOMiHAHTHOTO TeHa; ( — YacTOTa PEeleCHBHOro resa; §° — 4acrora
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TOMO3HIOT 3a pEIECHBHHUM TI€HOM; p° — 4YacToTa TOMO3UIOT 3a
JOMIHAHTHUM T'€HOM; 2P( — 4acTOTa reTepo3Uror.

[NonmynsmifHO-CTATUCTUYHANA ~ METOJ]  3aCTOCOBYIOTH ISt
BHUBYCHHS:

1) yacToTH reHiB Y NOMYJIALISX, BKIFOYAIOUX YACTOTY CIIaJKOBHX
XBOPOO;

2) MyTAaIiifHOTO MPOILIECY;

3) poii  CHAAKOBOCTI ¥ CepeloBHINA y BHHHUKHEHHI XBOpPOO,
0COOJIMBO XBOPOO 13 CIIaIKOBOIO CXUJIBHICTIO;

4) poni  cmagkoBocTi W cepemoBuimma y  (opMmyBaHHI
(heHOTUIIOBOrO NOTIMOP(I3MY JIOAMHH 32 HOPMAJIbHUMHU O3HAKAMH;

5) 3HaYeHHs TeHETUYHMX YMHHHUKIB B aHTPOIOreHE31, 30KpemMa B
pacoyTBOPEHHI.

2.1.5. MoJsekynsapHO-TeHeTHIHUH Ta 010X IMIYHUIA METOIH
BHBUEHHSI CIIaJIKOBOCTI JIFOMHA

MounekyJIsipHO-TEHETHYHUA METOJ  JIO3BOJISIE  aHAII3yBaTH
dbparmertnn  JIHK, 3HaxomuTh Ta 130JII0BaTH OKpPEMi TE€HH Ta iX
CerMEHTH | BH3HAYaTH B HHX IIOCIIZOBHICTH HyKICOTHiB. Koro
YCIIIIHO BHUKOPHUCTOBYIOTh IS imeHTH(iIKallii reHHHX MyTallid, a
TaKO)X JUIi BUBYEHHS TE€HOMY JIIOAWHU. BiH 3a3HaB IIMPOKOrO
3actocyBanHa 3 70-80 pOKIB MHUHYIOTO CTOMITTS Yy 3B’SI3KY 3
PO3BUTKOM  MOJEKYIspHOi  reHernku. llouaTkoBHMM  eTamom
MOJIEKYJIAPHO-TEHETUYHOr0  aHali3y € OJEPXKaHHSA JIOCTaTHBOI
kimpkocti 3paskiB JIHK 3a momomororo xmonyBamusa. [lig mporo
BuKopucToByt0Th TeHOoMHY JIHK — Bcro JIHK kimitiam abo okpemi ii
dbparmentn. Jlecmipamiizaiis, BUSBJICHHS Ta BHPI3aHHSI BiATOBIIHHUX
¢parmentie  JAHK 3#milicHIOETBCS 3a  JOMOMOTOK  OCOOIHBHUX
(hepmeHTiB pecmpukmas. Pi3HI pecTpUKTa3W pO3IMI3HAIOTH TLUTBKH
BIIMOBiHI TOCTIMOBHOCTI HYyKJIeoTHAIB Ta pospizarore JHK y
BimnoBimHuX Micusx. Buokpemneni ¢pparmentun JIHK 3a momomoroto
cnemiadbHUX (EepMEHTIB  noziMepas KOIIOKTh B HEOOXIiHIN
kimpkocti.  KomitioBani  ¢parmentn  JIHK 3a  momomororo
enekrpodopesy Ha arapoBoMy a0o0 TOMaKpUAAMITHOMY  Teli
pPO3IUIAIOTh Ha (pakiii 3a po3Mipamu. Lle MOXKIHBO 3aBISKH TOMY,
mo mig xiero enexkrpuyHoro noist ¢gparmentn JIHK pyxarorecst mo
rejIio i3 MBUKICTIO, 3aJIEKHOIO Bifl IX JOBXHHU - YUM BOHU KOPOTILII,
TUM IBUAWeE pyxatoThcs. B pesymbrati ¢parmentn JHK uyepes
JedKUi Jac 3aiiMaroTh MEBHE MOJIOKEHHs Ha TOJIOCI TEI0 Y BUTIISAL
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OKpeMHUX cMyT. JIOBKMHY KOXKHOTO (pparMeHta BU3HAYAIOTh LUIIXOM
MOPIBHSIHHS BiJICTaHEH, MPONJICHUX HUM Ta CTaHJAPTHUM BiJPi3KOM
JHK (3 BimomMumMHu po3MmipaMH Ta TOCTIIOBHICTIO OCHOB). Jlis
inenTu(dikanis BuaineHnx gparmentiB JHK ix crnovaTky po3aiisioTs
Ha [IBa JIAHIIOKKA, a TMIOTIM TiOpUAM3YIOTh 3  BiIIOBITHUMH
MapkepauMu Qparmentamu JHK. fAxmio npu 1poMy YTBOPIOETBCS
HOpMaJibHA TOJIBiiHA CITipalib, TO JOCTIIKyBaHMN (parMeHT OyB 0€3
nopyiieHb. Skmo sk coipaib Mae JedeKkTd, TO JOCHIHKYBaHUN
(parMeHT € MyTaHTHHM.

Pizni momudikamii 11b0ro MeToay J03BOJISIOTH y JiabopaTopii
aHani3yBaTH HaBiThb HesHauHy Kizbkicth JIHK, y3ary y xBoporo. Ix
YCHINIHO  BHKOPUCTOBYIOTH  JJIi  IPEHATalbHOI  JIarHOCTHKH
cnaakoBux xBopoO. ITpu oMy JIHK BHALISIOTH i3 eMOpioHAIBHUX
KJIITHH, SIKI HAsBHI B HaBKOJIOILUTIAHIA piAWHI. AHOMaJbHUN eMOpioH
Jerko posmizHaerses, 00 #oro JIHK riOpuamsyerbess Tilbku 3
MapkepuuMm  parmentom JIHK, sxuii Mae KOMILJIGMEHTapHY
MyTaHTHY TIOCTiIOBHICTh HYKJICOTHIIB. B 90-Xx pokax MHHYJIOrO
CTOJIITTS 3a JOIOMOTOH MOJEKYJISIPHO-TEHETUYHOI METOAUKU Oyiu
iIeHTH(IKOBaHI Ta JOKAI30BaHI I'€HU, BIAMOBINANBHI 32 TaKi TSKKI
CHAaJKOBI XBOPOOM HEPBOBOI CHCTEMH JIIOJUHH 5K Xopes [
CHTUHITOHA, MIOTOHIUYHA JUCTPOQis, CHHAPOM JIOMKOI X-XPOMOCOMH
Ta iHmi. Bussmiiocs, mo reH xopei ['eHTHHITOHA JTOKaTi30BaHUH B
KOPOTKOMY TuIedi 4-0i Xxpomocomu. BiH Mae AiISHKY, e HyKJI€OTHIHA
TTOCITIIOBHICTh TIPEACTaBICHa 0araTopa3zoBUM ITOBTOPCHHSIM TPHOX
ocHoB LAI' (umTo3mH-ameHIH-TyaHiH). Y HOPMI KIUTBKICTh TaKHX
MOBTOPiB KonmuBaeThes Bim 11 1m0 34, a y XBopuX, BHACHIZOK MyTaril
reHa, ix 37-86. XBopoba yCIIaigKOBYETHCS 3a ayTOCOMHO-
JOMIHAHTHHM THIIOM, 1 O3HaKa MPOSBISETHCS B yCIX HOCIIB TeHa.

Bioximiuni MeTogm BUKOPHUCTOBYIOTHCS [UIA JiaTHOCTHKHU
XBOpOO OOMIHY pEYOBHH, NPUYMHOK SKHX € 3MiHH aKTHBHOCTI
okpeMux (epMeHTiB. 3a JONOMOIrol0 0iOXIMIYHMX METOIIB BiIKPUTO
omuzpko 5000 MoJeKynsSpHHX XBOpPOO, SKI € HACHIAKOM TIPOSIBY
MYyTaHTHUX TeHiB. [Ipu pi3HMX TUmax 3aXBOPIOBAaHHS BIAETHCS abo
BH3HAYNUTH CaM aHOMaJbHHH OLIOK — dQepmeHT, abo NPOMIKHI
npoayktu ooOminy. Lli Meromu myxe TPYIOMICTKi, BHUMararwTh
creniaJbHOro 00JaHaHHs i TOMY HE MOXKYTh OyTH BHKOPHCTaHi AJIs
MacOBUX NOMYJISLIHHUX IOCHIPKEHb 3 METOI0 PaHHBOTO BUSIBICHHS
XBOPHUX 13 CIIA/IKOBOIO MATOJIOTi€I0 OOMiHY.
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OcTaHHIMH pOKaMu Yy Ppi3HUX KpaiHax po3poOJsIOThCS 1
BHUKOPUCTOBYIOTBHCA Ul MAaCOBUX JOCIIKEHb CIeliajibHi MPOrpaMu.
[Nepmmii eranm Takoi MporpaMu MOJSrae y TOMY, 00 cepell BEIUKOl
KUTBKOCTI OOCTEeXXYBAaHMX BHUJIUIMTH WMOBIPHO XBOPHX, SIKI MalOTh
SIKECh CIIAJKOBE BiIXWIJIEHHs Bif HOpMHU. Taka mporpama Ha3MBa€eThCs
MpOCio0Y0l0, ab0  CKPUHIHT-IPOrpaMoro  (aHria.  sreemng  —
npocitoBanHs). Jias 1poro eramy 3BUYaiHO BUKOPHCTOBYETHCS
HEeBENMKa KUTBKICTh MPOCTUX, JOCTYIIHUX METOAWK (eKcmpec-
MeroniB). Ekcrpec-Merom TIpYHTYIOTbCS Ha TIPOCTHX SIKICHHX
peakiisix BHSBICHHS MPOIYKTiB OOMiHY y cedi, KpoBi. Ha apyromy
erami MPOBOAWUTHCS YTOYHEHHS (MIATBEp/KEHHS JiarHody abo
BIIXHMJICHHSI TTPY XUOHO-TIO3UTHBHIN peakilii Ha nepiiomy erarmi). Jls
OO  BUKOPUCTOBYIOTbCS ~ TOYHI  Xpomarorpadidni — MeToau
BHU3HAYEHHS (pepMEHTIB, aMIHOKHCIIOT TOIIIO.

BuKOpUCTOBYIOTh ~ TakKoK  MIKpOOiONOriuHI  TecTH,  sKi
IPYHTYIOTBCSL Ha TOMY, IO JIeSIKi IITaMu OaKTepiil pocTyTh TUTBKH Ha
CEpEIOBUIIAX, SIKI MICTATH TIEBHI aMIHOKHCIIOTH, BYTJIEBOIU. Bmamocs
OTpUMAaTH INTaMH 3a pEYOBHHAMH, SKI € cyOcTtpatamu abo
MPOMDKHMMH METa0O0JIiTaMU y XBOPUX IPH HOPYIIEHHI 00MiHY. K110
y KpoBi a00 cedi € HeoOXiIHa It pOCTY pedoBHHA, TO y dariili [Terpi
HaBKOJIO (UIBTPYBAIBLHOTO TIaIlepy, IIPOCOYEHOTO OJHIEI0 3 IHX
PIOMH, CIIOCTEPIraeThcs aKTUBHE PO3MHOXKEHHS MIKpOOiB, 4Oro HE
OyBae y BUNQJAKy aHAI3y y 3/0pOBOi MoAnHH. PO3pobmistoTees pisHi
BapiaHTH MIKpOOi10JIOTTIHUX METO/IB.

2.2. OdopmIeHHs pe3yabTaTiB MPaKTHYHOI pOOOTH

CrynmeHTH  3apHCOBYIOTH  ifiorpaMy TIEBHOTO  CHHAPOMY.
Bupimreni 3agadi 3arucyroTh B aIb00M.

3. BupoOneHnHs mpakTHYHUX HABUKIB

OnanyBaTy pi3Hi METOM BH3HAYEHHS CIAIKOBOCTI IS CKPUHIHT
JIarHOCTHKH.

4. [TutaHHs JUTS KOHTPOITIO 3aCBOEHHS TEMH

1. Jlatu BU3HaUYGHHS: KapIOTHI, iiorpama.

2. lluToreHeTMUHUI METOI BUBUCHHS CIIaTKOBOCTI.

3. [lepeBaru Ta HeMONIKK T€HEATIOTIYHOTO METO/Y.

4. 3aKOHOMIPHOCTI MOMYJISALIHHO-CTATUCTUYHOTO METOLY.

5. bausHIoKOBUE METOA.

6. Xapakrepuctuka OiOXIMIYHMX Ta MOJIEKYJISIPHO-TE€HETUYHUX
METO/1iB BUBYEHHSI CIIAJAKOBOCT
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MNPAKTUYHE 3AHATTSA Ne 3
Tema. CnaakoBi xBopoOu oOMiny. CydacHa kiacuikailis, KOpoTKa
XapaKTepUCTHKA TPYII.
Buj 3aHATTA: IpakTUYHE.
AKTYaJIbHICTb TeMH: BUBYCHHS Kiacu]ikamii criagkoBUX XBopiO €
0a3010 Il Kpamioi paHHbOI JIarHOCTHKH 3aXBOPIOBaHb OOMIiHY Ta
301IIbIIyE MOKJIMBICTH KOPEKIii TMEBHHUX 3aXBOPIOBaHb OOMIHY 3a
JIOTIOMOI' OO TIEBHUX JII€T.
Meta 3aHATTA: PO3MVIIHYTH 1 BUBYUTH OCHOBHI XBOPOOM OOMiHY
pPEYOBHH Ta ENEMEHTIB, PO3TJSIHYTH NPHUKIAIH 3aXBOPIOBAHHA 1 3
SIKMU TIOPYIIEHHSIMU BOHH TTOB’s13aHi.
3MmicT Temu:
1. Knacudikarris criaikoBux XBopio oOMiHy.
2. [TopyuienHst GITKOBOTO OOMIHY.
3. CriaikoBi mopyieHHs OOMiHY JIITiiB.
4. ®epMeHTaTHBHI TIOPYILIEHHST OOMIHY.
5. [logonanHs criagKoOBUX XBOPiO MOB’SI3aHMUX 13 METa0OTI3MOM.
Oo0nagHaHHs [Jis1 TPOBEAEHHS 3aHATTHA: TaOMUINl Ta TPO3IPKH,
dotorpadii mitel i3 CrTaAKOBUMHU XBOpoOaMu 0OMiHY pEIOBHH.
InTerpaTuBHi 3B’A3KH TeMH: MaTepiajd JaHOI TEMH IIOB’s3aHi i3
MOJIEKYJIIPHOIO 010JI0TI€10, TEHETHKOO, IATOJIOTTYHO0 (i310JI0Ti€r0.
Xin 3aHATTA:

1. KoHTponbs BUXIZHOTO PiBHS 3HAHb CTYJEHTIB 3 JaHOI TeMH (Ha

OCHOBI TIepeNTiYeHNX MTUTaHb 3MICTy TEMH )
2. IlpakTuyHa yacTuHa
2.1. XapakTeprucTHKa €TammiB poooTH

2.1.1. Bimpmiicte CMagKOBHX MOHOTEHHHX 3aXBOPIOBaHb — II€
nedexTr oOMiHYy pedoBuH. 3a kmacudikamieto BOO3, cmamkosi
negekTr OoOMiHYy pedoBHMH momuaotees Ha 11 rpym.  Le
3aXBOPIOBAHHS, 3yMOBJICHI ITOPYILICHHSIM:

1. CnankoBi mopymieHHs: 0OMiHy aMiHOKHCIIOT (()eHIIKETOHYPIs).

2. CragkoBi mopyuieHHsT OOMiHY BYyIJIeBOAIB (TJIKOreHOBa
XBOpO0a, TaaKTo3eMis).

3. CragkoBi mopymeHHs oOMmiHy mnimifiB (xBopoba Himanna-
[lika, xBopoba ["orre).

4. CriagxoBi nopylieHHs: OOMiHY CcTepoiniB (aJpeHOreHiTaabHUN
CHUHJIPOM).
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5. CnagkoBi mopymieHHs OOMiHy NYpHHIB 1 MipUMITUHIB
(cungpom Jlema-HasHa).

6. CmagkoBi  mOpymIeHHS  OOMiHY  CHOJYYHOI  TKaHHWHH
(Mykomoicaxapumo3u, cuaapom Mapdana).

7. CriaakoBi mopyuieHHs reMa-nopQipuHy (reMoriodiHomnarii).

8. CragkoBi mopymieHHS OOMiIHYy B epUTpOLHTax (aHeMis
Minkoecekoro-1logdapa).

9. CnamkoBi aHomaiii 0OMiHy MetaniB (xBopoba KonoBasoBa-
Binbscona).

10. CnagkoBi  mopyuieHHss oOMiHy  OuTipyOiHYy  (CHHIpOM
Kpirnepa-Hamxapa).

11. CnagkoBi TOpYIIEHHST BCMOKTYBAaHHS B TPaBHOMY KaHai
(MyKOBICITH 103, LI€JTiaKis, JIAKTO3EMis).

2.1.2. Teniep Bimomo Oinbm sik 1000 cnajKoBHX 3aXBOPIOBaHb,
3yMOBJICHUX JepeKToM oOMiHy pedoBHH. HaiiOinpiry rpymy
CTaHOBIISITH  3aXBOPIOBAaHHS, CIPUYMHEHI TOPYIICHHSIM OOMIHY
PEYOBHH, SIKi IPECTABIICH] YOTUPMA KJTacaMu OLIKIB:

1) 6inkamu-pepMeHTaMHI;

2) CTPYKTYPHUMU;

3) TpaHCIOPTHUMH;

4) MUPKYITIOI0YHMH.

Hedextrn 0OMiHY CTPYKTYpPHHX 1 OHUPKYTIOIOYNX OLIKIB MOXHA
BHUSIBUTH, BHBYAIOUM OyHOBY HHX OUIKIB (aHOMadbHI TeMOTIOOIHM,
nceBpoxomnecrepasu). Lli medextnm oOMiHy OinkiB-(hepMeHTIB i
OUPKYTIOI0YNX OUIKIB BHU3HAYAIOTHCA KOHIIGHTPAIIIEID TIPOMYKTIB
MeTabonmi3My, KU 3IHCHIOETHCS JaHUM (EepMEHTOM Y KpOBi 1 cedi
XBoporo. bumpmiicte  cmaakoBux — medekTiB  OOMiHY — @ 1e
(hepmenTomarii, TO0TO MOpyIIeHHsS OyAOBU OiNKiB-GepMEeHTIB, SKi
O0epyTh y4acTh B OOMiHI TWX 4M IHmUWX pedoBuH. [Ipm 1mpOMy B
OpTaHi3Mi CrHocTepira€Tbcs AeiIUT KIHIIEBOTO MPOAYKTY OOMIHY 1
HaKONMMYEHHS TPOMDKHUX TPOAYKTIB (AepuBaTiB ab0 MIHOPHHX
pedoBHH). JloOpe BUBYCHUMH MOJIEKYJSIPHUMHU XBOPOOAMH JIFOIMHHU €
pi3Hi remornobiHonaTii Ta QeHUIKeToHypis. ['emormoOiHomaTii
HalyacTile — II¢ HACTIJOK MOPYIIEHHS CTPYKTYPH 1 peryismil
CHHTE3Y TJI00iHIB, a ()eHUTKETOHYPIsS — OPYIIEHHS CTPYKTYPH OAHOTO
3 (pepMeHTIB, SKi PErymOTh OOMiH (eHinajaHiHy 1 MepeTBOpEHHs
Horo depes psja eramiB 10 THUpO3MHY 1 MenaHiny. Ha mnpuxnani
reMoryio0iHonaTii MU 0a4uMo, L0 MOJIEKYJsIpHAa XBOP0Oa BHHHUKAE
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4yepe3 nopyiieHHs QyHKuii cTpykTypHoro 6iika. [Ipore monekymsapHi
XBOpOOM MOXYTh BHHUKAaTH 1 yepe3 mopymeHHs (yHKUii Oinmka-
(depMeHTy, BHACHiIOK YOro MOPYIIYEThCS OOMIH Tiel YW iHIIOI
peYoBUHU. 3a TAKUM THIIOM PO3BUBAETHCS OUIBIIICTH XBOPOO OOMiHY
pedoBrH. DEHIIKETOHYPIS BIAHOCHUTBHCA A0 ayTOCOMHOPEIECHBHUX
3aXBOpIOBaHb. biu3pko 10 (EHUIKETOHYpii CTOITh pAn IHIIUX
3aXBOPIOBaHb, 3yMOBJICHUX MOPYIICHHsIM 0OMiHy (peHinananiny. s
HAOYHOCTI ~ HaBegeMo  OuIbII  JIeTajlbHIly  CXeMy  OOMiHY
¢deHinananiny, i Horo mnopymeHb. OJHHM i3 NPOAYKTIB OOMiHY
(deHinanaHiHy € THUPOKCHH (TOPMOH IIMTONOMIOHOI 3aj03M), SIKUU
YTBOPIOETHCS 3 TUPO3UHY. Lleii TOpMOH BIUIMBA€E Ha 3arajbHUN OOMIH.
IMpu nedekri BkazaHoro QepMeHTY B eMOpiOHAJIBHOMY Tepiofi
OHTOrEHEe3y y [iTell PpO3BUBAETHCS  HE3AOPOBUH  KPETHUHI3M
(ocoOnmMBHI B KapIIMKOBOCTI). Y XBOpHX — aTpodivHa MIUTONOAIOHA
3amo3a. Y (EHOTHI TaKUX XBOPHX BIJMIYA€ThCS BKOPOYCHHS
KIiHI[IBOK TP HOpMaJBHOMY po3Mipi Tyiry0a i ronosu. [Ipuiyckarors,
0 HMMTOIOAI0OHA 3aJi03a Y LHUX XBOPUX B €MOpIOHAIBLHOMY Iepiofi
Oyrna 3pyWHOBaHAa MATCPUHCHKHUMH AHTHUTLIAMHU MPOTH IIUTOIMOMIOHOT
3a;m03u. He3000BHM KpETHHI3M BHUHHUKA€E IIICIS JAPYroi BariTHOCTI
marepi, Bik skoi morax 30 pokiB. BimoMo, 1m0 31 30iUTBIICHHAM BIKY
Marepi KOHIICHTpAIlil AaHTUTUI J0 OUIKIB HIUTOIOMIOHOT 3aji03u
HapOCTaE.

2.1.3. lo cafikoBUX 3aXBOPIOBAaHb MOPYIICHHS BYTIJICBOJAHEBOTO
OOMiHYy HaJIeKWTH TIIIKOT€HO3, TaJaKTO3EMis Ta iHII 3aXBOPIOBAHHSL.
lamakro3a — 1me ckimamoBa 4acTHHA MOJOYHOTO IyKpy (1akTosu). B
OpraHi3aMi BOHa 3a JomoMoror (epmeHty ramakTo3o-1-docdat-
ypummitpancdepasu IMepeTBOPIOETHCS B TalnakTo30-1-docdart, gxwit
Jali TEepeTBOPIOETBCA B TIIIOKO30-6-pocdar, Mmoo BXOIUTH 0
MerabomiyHOro IMKITYy TirOKo3W. [lpm ramakTozemii y AWTHHU
Bi[3HAYAEThCA HEAOCTATHICTH BKa3aHOro (epMEHTY, BiIOyBaeThCs
HaKONMMYEHHS B Opra”i3mi ramakro-3o-l-docdary, skuii BrumBae
TOKCHYHO Ha TKAaHWHH OpraHi3My. Y JUTHHH DPO3BHBAETHCS IMPO3
NEeYIHKH, YPaXYyIOThCS HHUPKH, BHACHIZOK YOro BOHM HE 3/aTHI
peabcopOyBaTi aMiHOKHCIIOTH 3 MPOBi3opHOI cedi. Lle mpuzBoauTs 10
amiHOAIMOypii. 3 TaJaKTO3U YTBOPIOETHCS  IYNBIMTON, SKHAN
HAKOMUYYETHCS B KPHUIUTAJIMKY OKa 1 MPHU3BOAUTH 1O PaHHBOI
KaTapakTd. Y JiTel yepe3 He NMEPEHOCHICTh MAaTEPUHCHKOI'O MOJIOKA
CIIOCTEPIraroThesl TUCIENCUYHI PO3Tagl, BOHH XYAHYTH, 3'ABISETHCS
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KOBTSIHHLIA, 3aTPUMYETHCS IICUXIYHUNA PO3BUTOK. LIi AiTH BMHUPaIOTh y
mepiri  Micslli JKUTTS, SAKIO He OyJe CBOEYAaCHO MpU3HAYCHE
HeoOXiHEe JiKyBaHHs. SIKIIO AMTHHA 3aJUIIAETHCS JKUBOIO, TO Yy Hel
BiZI3HAYAETHCS MiKporedalisl, 3HUKY€EThCSI TOHYC M'SI3iB, 3'SBISIFOTHCS
CYJIOMH, TermaToMeraiis, pPO3BUBAEThCA aHEMis. 3a CBOEYACHOI
JIarHOCTUKY 3aXBOPIOBAHHs, BIJUTydEeHHS JUTHHU Big Tpydi 1
MepeBe/IeHHS Ha TOAYBAaHHS KOPOB'TYMM MOJIOKOM (B  SIKOMY
rajakTo3d MeEHIIE, HDK y )KIHOYOMY), a TaKOX Ha CIelialibHy €Ty
MOXHa JOMOTTHCS 3HA4YHOrO TepaneBTHYHOro edekry. PanHs
JIarHOCTHKa  3aXBOPIOBAHHS  MPOBOAWTHCS HA  ayKCOTPOPHHX
MiKpoOax, a TaKOXKOX  XpoMaTorpadiuHuM  BU3HAYCHHSIM
KOHIIEHTpAIlii aMiHOKHUCIOT Yy KpOBI JWTHHH. 3aXBOpPIOBaHHS
YCIIaJIKOBYETHCSI 8yTOCOMHO-PEIIECUBHO.

bnuspkuM 10 MOpyIIEHHST  BYIJIEBOJHEBOTO  OOMIHY €
MyKoromicaxapuo3u. [ikozaMiHIiikaHd (MyKOIoJIicaxapuan) — 1e
aMiHOIyKop (TmoJricaxapu) y KOMITIEKCI 3 TIIIOKYPOHOBOIO, CialloBOO,
CIpYaHOIO 1 ONTOBOIO KHCIOTaMH. AMIHOITYKOp — IIe TJIFOKO3a, B SIKiH
rigpokcuiabHa Tpyma (OH) mpu npyromy aTomi BYTJIEITIO 3aMiHEHa Ha
amimorpymy (MHy). I'miko3aMmiHrimikaHd B  pI3HUX  OpraHax
BIAPI3HIIOTHCS CKJIAJOM aMIHOKHCIIOT 1 HAsSBHICTIO CYJIb(TIiIpUILHUX
rpyn. Bimomo 9 THHIB mDIiKO3aMIHTUIKAHIB: XOHAPOITHHCYIL(AT,
rermapuHCynbdar, KepaTHHCYIb(}AT, Tialy-poHOBa KHCIOTa TOIIO.
[Ipu mopymieHHi CHHTE3y 1 JAerpajarii TIIKO3aMIHTIIIKaHIB BOHU
BIIKIaMalOTbC B KIITHHAX  OpPTaHi3My 1 PO3BHBAETHCS
MYKOITONTicaXapua03. 3axBOPIOBaHHS  BHepIie OyJao  OMHCAaHO
I'ypnepom y 1919 p. i Oymo Bu3HaueHe SK raproiyizM, TOMY IO
roJI0Ba XBOPUX HAaraJye raproiliB — MOTBOPHUX (Iryp Ha Mapu3bKOMY
cobopi. B HacTymHi poku Oymo BCTaHOBIEHO, IO e 30ipHA Tpyma
3aXBOPIOBAaHb, MPHU SIKMX IOPYIIYETHCS OOMIH OJHOTO 3 TIIKaHiB.
OmauM i3 MyKomolicaxapuao3iB € cuHapoM ['yprepa. Y xBopux
yepe3 nedekT depMeHTy a-iTypoHifa3u BiAOyBaeThbcs HAKOMUYEHHS
remapuHy 1 JepMaTaHcynbdary.  3aXBOPIOBaHHS  3BHYAWHO
JIarHOCTYETBCS Ha JPYroMy pOIli KUTTS AUTHHH. BOHO BUSBISETHCS
PO3YMOBOIO  BiJICTANICTIO 1 CKENETHHMH 3MiHaMu: Kio3oM,
BHUIMHAHHAM J100a, TUIOCKMM HOCOM, IOTOBIIEHHAM TyO, IpiOHUMU
3yOamy,  30UMbLIEHUM  SI3UKOM,  JAe(OPMOBaHMMH  BYIIHHMHU
PakoBHHAMM, TYCTUM JKOPCTKHM BOJIOCCSIM, KOPOTKUM TYIyOOM,
neOPMOBAHOK TPYIHOI KIIITKOK, 30UIBIIEHHSM IIOMEPEKOBOTrO 1
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TPYOHOTO Kio3y, TOTOBIICHUMH 1 PO3IIMPEHUMH emiizaMu JOBIUX
kictrok. Ilampmi pyk mpu  cuHgpomi ['yprmepa HaOyBaioTh
HaIIB3ITHYTOrO MOJIOKEHHS, BiZ[3HAYAETHCS JIeIKa CKYTICTh XBOPUX. Y
HUX 30UIBIICHAHN JKUBIT, YACTI MYIKOBI TPHIKi, FeMaTOCIICHOMETATis.
CrocTepiraloTbCcs CepleBi BaJd, NMOMYTHIHHS POTiBKH, HEPIIKO —
BPO/UKCHA TIJIayKoMa. 3axBOPIOBAHHS JIarHOCTYETHCS  IILISIXOM
BUABJIEHHS B ceui [T ABUILEHO]T KOHIICHTpAIIil KHACIINX
TIIIKO3aMIHTIIIKaHIB (remapunCyIBdATY). YcnaakoByeThes
3aXBOPIOBAHHS ayTOCOMHO-PEIIECUBHO.

Binbm nerkoto popmoro mykomnomicaxapuao3y € cunapom llleiie,
3yMOBJICHUI nedexkroM Toro camoro ¢epmenty. Lli XxBopi KUBYTbH
noBro. [li3uimie Oyiu omucaHi iHIN CHHIAPOMHM, KIIHIYHO TOIIOHI 110
cuapomy [yprepa, ame 3 jgedekrom iHmMMX (epMeHTIB OOMIHY
rimiko3aminriiikaniB. Lle cunapomu Candininmno, Mopkio, Maporo —
Jlami, I'yaTepa. Bci BOHM yCHagKOBYIOTHCS ayTOCOMHO-PEIIECHBHO.
OmnH 3 HUX — cuHIpoM ['yHTepa — YCIaJKOBYEThCS pEIECHUBHE,
3YCIVICHO 31 CTAaTeBOI0 XPOMOCOMOIO, XBOPIIOTH XJIOMYUKH. lle
3aXBOPIOBAHHS — TEHOKOMIs CHHApoMy [ypriepa, yepe3 Te mo y
XBOPHUX € 0arato CHOUIBHUX CHMIITOMIB. 3aXBOPIOBAaHHS IPOTIKAE
OUTBIII M'AKO.

2.1.4. Jlo cnaikoBHUX TMOpYyLIeHb OOMIHY JIINiAIB HaJIeKaTh
xBopoon Tes Cakca, Himana-Ilika, T'ome. Ile — mi3ocoMHi
3axBOproBaHHA. Uepe3 medexT Ti30cOMHHX (DepMEHTIB, 5IKi OepyTb
y4acTh y MeTalomi3Mi JMifiB, OCTaHHI HAKOIWYYIOTHCS BCEpenvHi
KIIITHH 1 BUKJIMKAIOTh IXHIO 3aru0enb. He AuBIsIquch Ha PiAKICTH MUX
XBOpPOO i HEBETNKE TIPOTOBKCHHS JKATTS XBOPHX,
BHYTPIIIHBOKJIITHHHI JIMi037 3 010XiMIYHOI CTOPOHY BHUBYEHI OUTBII
JeTambHO, HDK IHINI CHAaJKOBI 3aXBOPIOBAHHS HEPBOBOI CHCTEMH,
3aBASAKM BHUBYECHHIO KYJIbTYpH KIITHH 1 OlomNCiifHOTO MaTepiamy.
Jliminm  — 1e ckmamHi CIONYKH HEHACHYEHOTO aMiHOCIHPTY
chiHTO3uHY, JKUPHHUX KHUCJIOT 1 ByrieBoniB. HaiimpocTimmmM nimigom €
nepamin (crmomyka c(iHro3mHy 3 OJKHPHOKO KHCIOTOR). [lpm
HACTYITHOMY CIIOJIYY€HHI IlepaMily 3 TJFOKO30l0, TaJaKTO30l0 Ta
IHIIMMKA ~ pEYOBMHAMH  YTBOPIOIOTHCS  OUTBIN  CKJIAAHI  JIITiAH:
chinroMienin, ramakTtonepeOpo3nl, TIOKOIEpeOpO3n I, TaHTII03HT
tomo. lleperBopeHHS omHOro Jimiay B IHIINH 3IIHCHIOETHCS 3a
JOnoMororo  BianosigHoro ¢epmenty. Jledekr Toro um iHIIOrO
(depMeHTy TpPHU3BOAUTH [JO HAKONMYEHHS BCEPEAWHI  KIITHH
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BIINOBIIHOTO  JIMiAy, 10  HA3WBA€ThCS  JIMIAO30M,  abo
chinromimigozom. [Ipu xBopodi Tes Cakca mpoxoauTh HAKOMTUYEHHS
BCEpEIUHI KIITHH TaHTIio3uay (CHOJyKa IepaMify 3 TJIIOKO30¥0,
rajJakTo3010 i alleTHIIHEHPaMiHOBOIO KUCIIOTOIO).

3axBOPIOBaHHSI PO3BHBAETHCA HA TMEPIIOMY IMiBPIUYl KHTTS
JUTHHU 1 BUSBIISIETBCS MPOTPECYIOUOI0 TCUXIYHOIO JAErpajallicro i
ciinororo. [Ipu xBopo6i Himana-Ilika B KJIiTHHAX TOJIOBHOT'O MO3KY 1
BHYTPIIIHIX OpraHax HaKOMUYyeThcs cdiHromienmin  (cromyka
nepaMiny 3 XoiiHoM 1 GochOpHOH KHUCIOTO). B oaHMX Bumaakax
3aXBOPIOBAHHS PO3BUBAETHLCS B IUTSIIOMY Billi, a B IHIIHNX — Y 3pLIOMY

W moxwioMmMy.  BUSABISETbCS ~— OpPraHiYHOI  HEBPOJIOTIYHOO
cumrnromMaTrkoro (iHdanTHIbHICTIO). [Ipr xBopoOi ['omre B kiriTHHAX
TOJIOBHOTO  MO3KY 1 BHYTPIIIHIX  OpraHax HaKOMUYYEThCS

rIoKoIepedpo3u (Cronyka IepaMify 3 TJIFOK03010). Buaiisiors
roCTpy, MArOCTPY 1 XpOHIUHY QOpMHU 3axBOproBaHHS. [Ipu rocTpux
dbopMax 3aXBOPIOBaHHS CIIOCTEPIra€ThCs M'SI30Ba  PUTIIHICTD,
TIOPYIIIEHHS 30py, TICHXiYHA Jerpajallisi, OCTEOlopo3 KICTOK,
CTOHIIIEHHS KOPTHKAJIBHOrO Imapy, naedopmaiis creroH. Yacri
TIepeNIOMH KICTOK dYepe3 pPO3pOCTaHHS KITHH [ome B KiCTKOBOMY
MO3KY. 3MEHIIICHHS KICTKOBOT'O MO3KY IPHU3BOIUTEH JIO TIOXPOMHOI
aHeMii, TpPOMOOITeHii, IO CYIPOBOIUTHCS HOCOBHUMH Ta IHITUMH
KpoBoTedaMr. Yepe3 TemaTOCIUIEHOMETATII0 y  IiTed  pi3ko
30uTpIeHuit kuBiT. Ha oyHOMy nHiI Tak camo, SK i TpH XBOpOOi
Himana-Ilika, BUSBIIIETHCSA BHINHEBO — YEpBOHA IDIAMA. Taki miTH
3BHYAIHO BMUPAIOTh HA MIEPIIOMY POIli JKUTTS Bijl BUCHaXKeHHs. [Ipn
Mg TocTpiii (opMi 3aXBOPIOBAHHS BCi CHMIITOMH MAalOTh OUTBII
M'skuii  xXapakrtep. Ilpm  xpoHiunid  (BicuepambHiil)  ¢opmi
3aXBOPIOBAHHS MONIKO/DKYIOTECS BHYTPIMIHI OopraHu Oe3 BTSATHEHHS B
MpoIeC TONOBHOTO MO3Ky. XBopobOa I'omie — 1e rereporeHHe
3axBoproBaHHA. OmHcaHi SIK ayTOCOMHO-PEIECHBHI, TaK 1 ayTOCOMHO-
noMiHaHTHI ¢opmu ycrankyBaHHs. KimiHigHO paHHI (opMu XBOpoOH
Himana-Ilina i xBopobu I omre MaroTe 0arato CHiTBbHHX CUMITOMIB,
ToMy mudepeHIlialbHa MIarHOCTHKA iX TPOBOJUTHCS Ha TiJICTaBi
JOCIIDKEHHS OloTcifHOro MaTepiany (KJIITHHYU MEYiHKH).

2.1.5. bau3pKo TMONIOBMHU OUIKIB, y TOMY 4YHCIi 1 (hepMEHTIB,
CKJIaJIal0ThCA 13 KUTbKOX (HE MEHIIE JBOX) IMONIMENTHUIIB, KOXKHUAN 3
SIKMX CHHTE3YETHCS MiJl KOHTPOJIEM OJHOrO 3 JIBOX aJleNbHHUX T'EHIB
TOMOJIOTTYHUX XpoMocoM. [lyisi PO3BUTKY BHpaKEHHUX EH3MMONATiH
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MoTpiOHa HAsBHICTH AepeKTy B 000X anensx rena, yepe3 Te AeeKT
TUIBKA B OJHOMY alielli MOXE KIIIHIYHO HE BHSBHUTHUCH, TOMY IIIO
CHHTE3Y€EThCS OJMH HOpManbHUM mominentuy. OTxe, eH3uMonaTtii —
e Haluyacrilie ayTOCOMHO-PEIECHBHI  3aXBOpIOBaHHs. BoHu
PO3BHBAaIOTBCS Yy  TOMO3MIOT 32  MHATOJNOTIYHUM  TCHOM.
lerepo3uroTHux HOCIiB MATOJOTIYHOTO TE€HA MOXKHA BHSBUTH
HaBaHTAKCHHSAM IIEBHUMHU XIMIYHUMHU pPEUOBMHAMHM a00 IHIIUMU
METOJIaMH OI0JIOTIYHUX JIOCTiKeHb., DepMeHTH, SKi CKIaJaloThes 3
KUTBKOX TOMIMENTH/IIB, KOAYIOTHCS PI3HUMH TE€HHHMH JIOKYyCaMH,
NpUYOMY B PI3HUX TKaHWHAX OpraHi3My BOHHM MAalOTh pi3HY
aKTHBHICTb. ICHye Jekinbka i30()epMEHTIB JIaKTaTAEerigporeHa3n
(epmenTy, sIKMIi KaTali3ye B3aEMHE ITEPETBOPEHHS MTIPOBUHOIPAIHOT
KACIOTH B  MOJOYHY 1 HaBNaku), JieKilbka  (QepMeHTiB
dhocdormrokoMyTasu, sika KaTalli3ye B3a€MHE MTePETBOPEHHS TIIFOKO030-
1-pochary B rmoko3o0-6-pocdar, kinmbka QepmeHtis, sKi OepyTbh
y4acTtb B 00MiHi Tiikoreny Tomio. [Ipu xBopo6i I'epca — nie oauH i3
THITIB TJIKOT'€HO3Y — MOPYIICHUH PO3Iaja MEdiHKOBOrO TIIIKOTEHY, a
M'S30BHIl  PO3IMMANA€ThC HOPMAJIBHO, X04a B 000X BHITaJKax
nedextaruM dpepmentoM € (dochopunaza rimikoreny. PisHi dhepmeHTH
MaOTh CBIH ONTHMYM AaKTHBHOCTI TIpu  BiAgmoBimHomMy pH
cepemoBuma. IlUM  TOSCHIOETHCS  PI3HOMAHITHICTH — CITaJIKOBHX
MopymieHb OOMiIHYy pEYOBHMH TpW OnmHIM 1 Till camiid Qopmi
€H3MMOIIaTii.

2.1.6. Bimomi # iHOII MEXaHI3MH PO3BUTKY CITaJIKOBHX
MOJIEKYIISIpHUX 3axBOpioBaHb. [lpm [ii Ha KITHHH OpraHi3My
ynbTpadioneToBUX MPOMEHIB 10HI3yro4doi pamiamii abo XIMIYHHX
pedoBuH B Monekyni JIHK MoxyTh yTBOpIoBaTHCS 3B'SI3KM MiX JBOMA
A30THCTUMH OCHOBaMH (YTBOPIOIOTHCS TUMEPUTHUMIHA Ta IHIIHX
A30THCTUX OCHOB). Y HOpMi IIi TOpPYIIEHHS YCYBarOThCA
permapaTUBHUMH cHCTeMaMu KiiThH. lIpore, mpm HEMOBHOIIHHOCTI
penapaTHBHHX CHCTEM JUMEPH He YCyBaloThbes. UuM Ounblie aumepiB
MIPUMITUHIB YTBOPIOETHCS B KIIITHHI, THM MEHII XUTTE3JATHOIO BOHA
CTae, a Iie CIpUsiE BUSABJIEHHIO 0araThoxX XBOpoO (Tak 3BaHi XBOpoOU
pemaparnii JIHK). o Takux 3axBOpIOBaHb BIIIHOCATHCS ITIrMEHTHA
Kceponepma, aHemiss DaHKOHI, mporepis, cuHApoMm bitoma, aTakcis
TeneanriexTasist Ta iH. Bceranosneno, mo JIHK opranizmy mroanHu
MICTUTB 110 3 MIIpI. HykJIeoTHaiB. Ilig 4ac moxiny KIiTHHHM KUTBKICTb
MMOMHJIOK HYKJICOTHUIHOI MOCTiOBHOCTI MOke Oytu g0 50 Tmc. Y
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KJIITHHAX JIIOACBKOTO OpraHisMy mpu Temneparypi 37 °C mporsrom
OJJHOTO JHS BTpadaeTbcsi cCIOHTaHHO 20 THC. a30THCTHX OCHOB.
30BHIIIHI BIUIMBU 30UIBIIYIOTH YKCIO UX BTpaT. Tak, MiJ BIJIMBOM
yIbTPadioseTOBOr0 OMPOMIHEHHS BHUHUKAIOTH 3MIHU B MOJEKYJII
JHK 'y Burmsimi yTBOpeHHS MIOHUX XIMIYHHX 3BSI3KIB MK
nipumiguHoBuMu azotuctumu ocHoBamu (T, II) omgHoro naxiora.
[Ipu pOMY MOPYIIYIOTHCS BOMHEBI 3B'SI3KM MIDXK JIBOMa JIaHIIOTaMH
JHK i yrpyaHtoeTbes perutikaitis tanioris. [1in yac onpoMiHIOBaHHS
PEHTIeHIBCHbKMMH 200 ramMma-poOMEHsIMH BiIOYBa€ThCS PO3PUB
nojgiitHoro nanmora JJHK ronoBHUM 4WHOM 3a paxyHOK MPOIYKTiB
paaionizy Boam a0 BoaHiO i rizpokcuny (H i OH). XimiuHi pedoBUHH
(K cami, Tak 1 MPOAYKTH iX TMEPETBOPEHHS) MIIHO 3B'SI3YIOTHCS 3
nypuHOBMMH a3oTrctuMu ocHoBamu JIHK (aneHiH, ryaHiH) i Takum
YHHOM MOXYTh 3 MOIUQiKyBaTH 3a3HadyeHi ocHOBU. Jlo Takux
PCUOBHH  BIHOCUTHCSA 1 OEH3OMIPEH, SKAHW 3HAXOAWTHhCS B
TIOTIOHOBOMY JMMI IUrapok. Jleski MyTareHu Mmociaa0OsroTh 3B'SI3KU
IIYPUHOBHUX OCHOB 3 JIE30KCHPHOO030I0 1 BOHH JIETKO PYWHYIOTBCS. Y
HOpMi I JedeKTH YCYBAaIOThCS pENapaTUBHUMHU C CHCTeMaMu. €
ICeKiTbKa  crmoco0iB  pemapaitii.  OmuH 3 HHUX — TEMIIOBHIA
dhepmerTaTuBHIN. DEepMEHT EHIOHYKIICA3a 3HAXOIUTE MicCIle AeeKTy
1 po3puBae 0utg Hhoro yanmior JJHK. Jpyruii ¢pepMeHT ek30HyKIIeaza
pO3pHBac 1110 AUISTHKY 3 1HIIOro OOKY 1 ycyBae Horo. YTBOpeHHUN OTBip
OTHOMY JIaHITI031 MONBIHHOI cripaii 3a gonomororo ¢epmenty JHK-
moJliMepa3u 3allOBHIOETHCA HYKJICOTHIAMH, SKi KOMIUIEMEHTapHi
HYKJIEOTHaM 1HIIOro naHiora. [lotim depmeHT Jrirasa 3HOBY 3IIMBa€e
YTBOpEeHHH (parMeHT 3 OCTaHHIM JIAHITFOTOM 1 IUTICHICT MMOABIHHOTO
nmaumora  JIHK BigHOBIIOEThCA. SIKIIO OTBip JyXKe BETUKHN
(epMeHTHa crucTemMa He B 3MO31 3CyHYTH Iiel nedexT, Tomi B Hito
Bcrymae iHmmid MexaHisM  pemapamii  JIHK. Ywum  Oinpme
HEBUTIPABIEHNX JePEeKTIiB YTBOPIOETHCS B KIITHHI, THM MEHII
KHUTTE3NATHOIO cTae KimituHa. lle mpuckoproe i1 crapiHHS 1
CIPUYMHIOE BUHHUKHEHHS psay XBopoO penapauii. Y mporueci
penapanii MOXyTh BHHUKATH IOMWIKH BinHOBJIeHHs. Pemapamii —
MOTYTHE JDKEPEIIO MyTalliif B opraHisMi. Bimomo 6mm3pko 20 XxBopoo,
3yMoBiIeHUX mnopymeHHsM penapaunii JJHK i Oarato momekymisipHEX
CMaJIKOBUX 3aXBOPIOBAHb, 3B'A3aHUX 3 MopyiieHHsM perutikanii JHK.
Hagenemo mie omHy rpymy cHakoBHX MOJIEKYJSIPHUX T€HETHUYHHX
3axBoproBaHb. Lle cnaakoBi mopymenHs oOMiHy OinipyOiHy (craakoBi
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MIrMEHTHI TeMmaTto3u) — BIJHOCHO JOOPOSKICHI JKOBTSHMII, SKi
3YMOBJICHI ~ TOpYIIEHHAM OOMiHy  OimipyOiHy —  OpOAYKTY
MepeTBOpeHHs reMornobiny. ['eMornobin BigMepinx EepUTPOLHUTIB Y
KIIITHHAX MOHOHYKJIEApHUX (HarouuTiB pO3MAagacThcst 10 TIO00IHY,
3aJ1i30BMICHOI'O0 TE€MOCHJICPHHY 1 0€3 3aJIi30BMICHOTO TeMaTOiHHY.
I'moGiH po3KimagaeTbesi 10 aMiHOKUCIOT, SIKi WAyTh Ha MOOYAOBY
OUTKIB OpraHizmy. 3aiizo Mi1a€ThCS OKHCIICHHIO %
BUKOPUCTOBYETBCS OpraHi3sMoM y BUTJsiAI Qeputuny. [linBumeHuit
BMICT OiTipyOiHy B CHPOBATIIi KPOB1 BHSABIISIETHCSI JKOBTSIHUIICIO.

2.2. OdopmiieHHS pe3yabTaTiB MPAKTHYHOI pOOOTH.

CTy/IeHTH 3a0BHIOIOTH TaOJIUIIIO:

Haspa cunapomy | [Topyienns sikoro ooMiny | KiiHiuHI cuMITOMU

3. BupoOeHHs npakTHYHUX HABUKIB
BwMiTr posmizHaBaTH pi3Hi CHAJKOBI 3aXBOPIOBAHHS O0OMiHY PEYOBHH.
4. [IutaHHs A KOHTPOIIIO 3aCBOEHHS TEMHU
1. Knacudikairist XBopio 0OMiHY pEYOBHH.
2. [MopymieHHs OLTKOBOrO OOMIHY.
3. XBopobu Tes Cakca, Himana-ITika, ["omie, MexaHi3M BUHHKHEHHS.
4, ®epMeHTATHBHI IMOPYIICHHS] OOMiHY PEYOBHH.
5. MexaHi3MH MOJIEKYIISIPHIX 3aXBOPIOBAHB JIFOIUHU

INPAKTUYHE 3AHATTS Ne 4

Tema: 3arampHa XapakTepHCTHKa MOHOTEHHOI martoiorii. I'eHernka
OKpeMHX (HOpM MOHOTEHHHX XBOPOO.

AKTYaJIBHICTh TEMH: CEpeJl CIIaJKOBUX XBOPOO 3HAYHY IMUTOMY Bary
3aiMafOTh MOIIEKYIIIPHI, YacToTa SKAX B PI3HUX MOIMYIAIIAX
nepesumnrye 6000. B OCHOBI nmaHWX 3aXBOPIOBaHb € TOPYIICHHS
ctpykrypu monekynu JIHK, ske 3ymoBmioe 3MiHH (pepMEHTATHBHOL
AKTUBHOCTI BIJ MIABHINEHHS a00 3HIJKEHHSI, aX JO IOBHOIL
BicyTHOCTI QepmeHTa. s MIarHOCTUKH MOJEKYISPHUX XBOPOO
3aCTOCOBYIOTh MOJIEKYJISPHO-TEHETHYHI Ta Oi0XiMidHI JOCITiIKEHHS.
OcranHi HeoOxinHi g Bepudikamii nopymeHb oOMiHY pEe4yOBHH Ta
IHIIMX TaToJOriii 3 TOYHO BCTAaHOBJIEHUM IE(PEKTOM IEPBUHHOTO
TEHHOTO MPOAYKTY abo JaHKW. bioxiMmiuHi MeToaum J03BOJSIOTH
BUSIBUTH HecTady MEBHUX CHOIYK a00 HaJUIMIIOK iX MONEpeAHUKiB, a
TaKOXX HOCI{B PEIlECHBHUX MYyTaIliil.
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Bupj 3aHATTA: pakTUYHE.
Mera 3aHATTA: 3°sCyBaTH MEXaHi3MH BUHUKHEHHSI TEHHUX MyTaliil
SIK TIPUYMHA PO3BUTKY MOHOT€HHUX XBOpOO. JlaTw MOHATTSA TeHo- i
reHoKomii. 3acBoiTH Kimacu]ikaimilo MOHOT€HHHX 3aXBOPIOBaHb:
erionoriuny  (TEHETHYHY), OpraHO-CUCTEMHY, IaTOrCHETUYHY.
Po3risiHyTH MOHOT€HHI CHHIPOMHM MHOXHHHUX TPUPOIKCHUX BaJ
PO3BHUTKY, 3HATH IX 3arajibHi O3HAKH, BMITH HaBECTH MPHKIAIN
(cungpomu  Enepca-/lannoca, Mapdana, aapeHOreHiTaIbHUN
cunapoM. Mykoiciuao3. [Nimotupeo3. CnaakoBi 3aXBOPHOBaHHS
HUpOoK. CrasIkoBi 3aXBOPIOBAHHS KIiCTSIKA).

3micT Temu:

1. Monorenni xBopoOu. BusHaueHHs moHsTTa. Etiomoris Ta
KJacuQikaris.

2. 3aranbHi 3aKOHOMIPHOCTI MaTOreHe3y MOHOI'€HHOT MATOJOT 1.

3. l'eHern4Ha reTepoOreHHICTh MOHOT'CHHUX 3aXBOPIOBAHb.

4. l'enernka Ta IiarHOCTHKA MYKOBICITH/IO3Y.

5. 'eHeruka Ta miarHOCTHKA CHHApoMY Mapdana.

O0nagHaHHs Ui TPOBeNeHHN 3aHATTA: HaBYAIbHI TaOJwIIi,
METOAMYHI MaTepiain.

IuTerpaTtuBHi 3B’SI3KM TeMM: 3HAHHS IHTaHh TEMHU HEOOXiTHI
CTyAE€HTaM IIpYM BMBYEHHI MOJIEKYJSIPHOI 1 MEOUYHOI TI'€HETHKH,
POSMHOXKEHHS 1 OHTOT€HE3y OpraHi3MiB, eBONIOLIHHOI Teopii,
KUTTEIISUTBHOCTI OpPraHi3My B HOPMi 1 NPH PI3HUX NaTONOTIYHHUX
CTaHax sSIK Ha TEOPETHYHUX, TaK 1 KIMHIYHAX Kadempax.

BJjok indopmanrii.

OCHOBHAM  €TIOMATONIOTIYHUM UYMHHUKOM BWUHUKHEHHS 1
PO3BUTKY CIIaJKOBHX 3aXBOpPIOBaHb € Mytamii. ['eHHI a00 TOYKOBi
MyTamii — 3MiHHA, 3yMOBJIEHI 3aMiHOIO, BCTaBKOK a00 BUTQJaHHSIM
OIHOTO YH JACKIJIBKOX HYKJICOTHIIB y MeEXKax OIOHOIro reHa. BoHu
OOyMOBIIOIOTH 3MIHHM $K Yy OymoBi OimkiB, Tak 1 QyHKOiAHIN
aKTUBHOCTI OiTKOBOi MoJeKynu. [ eHHi MyTallii MOKyTh BUHHKATH Ha
PiBHI CTPYKTYpH TE€HETHYHOTO KOy, Ha piBHI TPAHCKPHUIII YU
TpaHciAWii. Y JIOAMHA BOHUM € TPUYMHOI0 PO3BUTKY TEHHHX
(MonexynsapHux) xBopoO. Ha choromni omucaHi HACTYIHI BHIU
TeHHUX MYyTalii, fKi OPU3BOAATH A0 PO3BUTKY CIIaJKOBHUX XBOPOO:
MiceHC (3aMiHa HYKJICOTH]y), HOHCEHC (3aMiHa 3HauylIoro KOJOHY Ha
CTON-KO/IOH, IO MPHU3BOAMTH [0 TMEPEAYaCHOTO0 NIPUIMHEHHS
TPAaHCKPHIILil), 3MILIEHHS pPaMKH 3YUTYBaHHS, JeJelii, MOPYILICHHS
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CIUTaiicHTy, 30iMbIIeHHS 4Kcna (EKCMaHCil) TPUHYKICOTHAHUX
MOBTOPIB.

@DeHOTUITHO TeHHI MyTallii BHUSBISIOTBCS Ha MOJCKYISIPHOMY,
KIITUHHOMY, TKaHHHHOMY 1 OpraHHOMY piBHSX. YHCIIO TEHHHX
XBOpoO Ha naHui yac BusiBIeHo O6mu3bKko 3500 - 4500.

IenHi MyTamii HOAUISIFOTH HA OJHOCAWTOBI 1 OaratocaiToRI.
OmHOCAaMTOBI — 1€ Taki, SKi TOPKAIOTBCA 3MIH OIHOTO CaWMTy,
0araTocalToBI — OXOILIIOIOTh JCKIIbKa CaWTIB T'E€HHOrO JIOKYCY.
Po3pizHstoTh TeHHi MyTamii npsiMi # ooepHeHHi. [Ipsami myrtamii — me
MyTallii, siKi iHaKTUBYIOTh T€HH IMKOTO TUIY 1 3YMOBIIOIOTH TOSIBY
MyTaHTHOro tumy. OOepHeHi myrtarii, abo 3BOpPOTHi, — 3MIHH [0
BUCXiZTHOT OPMU BiJl MyTaHTHOI.

BinbIricTs reHiB CTIMKI 70 MyTalliid, aje OKpeMi T'eHd 3a3HaioTh
MyTaIliif JOCHTh 4acTo.

deHoOKOMiI. IIpun MIPOBEJICHHI MEIUKO-TEHETUIHOT O
KOHCYJIBTYBAaHHSI CJIJ] TaM’SITaTH PO MOXIIMBICTh BUHWUKHEHHS
(dhenokoniit — TOOTO TIPOSBY (EHOTHITY, CXOXKOTO 33 XapaKTCPHUMHU
MPOSBaMH MYTaHTHOT'O T'€HA, BUKJIMKAHOTO YMHHUKAMH 30BHIIIHBOTO
CepeIoBHIIIA.

I'enokomii — 11¢ IHIYKOBaHI 3MIHM O3HAK OpraHi3My, sKi
30epirafoThCsl TUIBKH BIIPOMOBXX WMOTrO KUTTS, HAMMAIKA TaKOTo
OpTaHI3MY PU CTATEBOMY PO3MHOYKEHHI BTPAYarOTh IIi O3HAKH.

DEeHOTHITHO ONHOPIAHI aHOMalii MOXYTh OYTH HACTIAKOM
CIaIKOBUX a00 cepemoBUITHUX (aKTOpiB, SKi Mit0Th Ha eMOpioH. Tak,
YPOKEHE TOMYTHIHHS KpHUINTAJIHKa MOXe OYTH CIIaIKOBHM
pelecCHBHAM 3aXBOPIOBAHHSM, pe3ybTaToM iHQekIii (kpacHyxa) abo
BILTUBOM 10HI3YIOUOTO BUIIPOMIHIOBAaHHS B PaHHIN Mepio]] BariTHOCTI.

Bk1BaHHS BariTHOIO CHHTETHYHHX T'OPMOHIB, SKUM BIIACTHBHUM
MacCKyIiHI3YIOUH e(QeKT, MOXK€ CHPHYMHUTH SBUIINE BHUPLIi3allil
oAy OSkKiHOWoi craTi (HaAMIpHE OBOJIOCIHHS), SKE€ Haraaye
aJIpeHOTeHITAIbHUN CHHIIPOM.

Heski ik (Tamigomin) XiMidHOI TPHPOIH, SIKi TMPU3HAYAIUCS
XBOPUM BariTHUM, CXWJIBHI JI0 IPOBOKYBAaHHS BaJl PO3BUTKY (aTpe3is
CIyXOBOT'O XOAy, aIulasis JBaHAUATHIIANOI KUIIKH, BaJd Cepus Ta
iH.), AKi HaragayroTh (EHOKOIi MOMIHAHTHOrO CHHApoMY XoJiTa-
Opama i penecuBHOi nauMienonatii @aHKOHI.

XiMiuHI pedyoBHHHU (€TaHOJN) MOPYIIYIOTh T'€HETHYHI MeXaHi3MHU
(hopMyBaHHSI CHCTEM OpTaHiB, KiHI[IBOK, IOJIOBH 1 MO3Ky Ha Mi3HIX
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CTagisix eMOpiOHATBHOTO PO3BUTKY, CIIPUUUHSIOTH MOSIBY (PEHOKOMI,
CXOXHX Ha MaTOJIOTIIO CIIaAKOBOTO I'eHE3Yy.

Bce e qokasu B3aeMo[iii TeHETHYHHX 1 HET€HETUYHUX YHHHHKIB
y BUHUKHEHH1 BUPOJUTMBOCTEN Ta BaJl PO3BUTKY, 30KpeMa (DEHOKOITIH.

lenokomii. 32 yMOB BUHHMKHEHHsSI TEHHHMX MYTAlliii y pi3HHX
JIOKycaX, KIIHIYHa KapTHHAa TEHHOrO CIAaJKOBOTO 3aXBOPIOBAHHS
(dopMy€eThCsSI BHACTIOK TOPYIICHHS PI3HUX MAaTOrEHETHYHHX JIAHOK.
[Tpu npomy peHoTHHI edeKTH MyTalill pi3HUX TeHIB 00’ €THYIOThCS
B OJIHY Tpymy, TOOTO N0 OfHI€l TPyNW BXOAATH Pi3HI T'CHETHYHI
3axXBOPIOBaHHs (MyTallil y pi3HUX JIOKycax). Taki BUMaJKK Ha3UBAIOTh
2EHOKONIAMU.

Jnst piarHOCTUKU XBOpOO OOMIHY PEUOBHMH, MPUYMHOIO SIKUX €
3MIiHU aKTHBHOCTI ()epMEHTIB BUKOPUCTOBYIOTHCS Oi10XIMIUHI METOH
JNOCTIDKEHHS.. 3a JOINOMOror OIlOXIMIYHHX METOMIB  BIIKPHUTO
omu3pko 5 000 MONEKYJISIpHUX XBOpPOO, SIKi € HACIHJKOM MpPOSIBY
MyTaHTHHX TeHIB. Meroau Jy)Ke TPYAOMICTKI, BUMararmTh
CIeIiaTbHOT'O0 00JIaTHAHHS 1 TOMY HE MOXKYTh OyTH BUKOPHCTaHI IS
MacOBUX HONYJISILIHHUX JOCHIIDKEHb 3 METOK PaHHBOI'O BUSBJIECHHS
XBOPHX 13 CITAJIKOBOIO TIATOJIOTIE€I0 OOMIHY.

bioxiMigHa mMiarHOCTHMKAa TOPYIICHHL OOMIHY TPOBOAUTHCS B 2
eTamnu:

1. CxpuniHT-miarHOCTHKA (TIPOCiFOI0Ya): 3a JOIMTOMOTOI0 €KCIIpec-
METOIiB, SIKi TPYHTYIOTBCS HA MPOCTUX SKICHUX PEAKIISAX BHUSIBICHHS
MPOAYKTIB OOMiHY y cedli 1 KpOBi, cCepem BEIHKOi KUIBKOCTI
OOCTe)XKYBaHMX BHIUIAIOTH BIPOTIAHO XBOPHX, IO MAalOTh SKeCh
CIIAJIKOBE BIAXUIICHHS Bill HOPMH.

2.3a [OMOMOrOK TOYHHX  XpoOMarorpadigHuX  MeETOJIB
BH3HAaueHHS (EepMEHTIB, aMIiHOKHCIIOT, MIKpPOOIOJOTIYHHX TECTiB
MIPOBOIUTHCS YTOYHEHHS JMdiarHo3y a0o BiIXWIIeHHS TpuU XHOHO-
MTO3UTHBHIN peakilii Ha MepIioMy eTari.

HaykoBoto rpynoto BOO3 pospoOieHa i pekoMmeHIoOBaHa 0
MPAaKTUYHOTO BUKOPHCTAHHS HACTylmHa Kiacudikamis CHaIKkOBHX
3aXBOPIOBaHb OOMiHY PEYOBHH:

1. CnankoBi nopyiieHHs: 0OMiHy aMiHOKHCIIOT ((heHITKETOHYPist).

2. CragkoBi mopyuieHHsT OOMiHY BYyIJIeBOAIB (TJIKOreHOBa
XBOpo0a, ranakTo3emisi).

3. CnagkoBi mopymeHHs oOMmiHy mimifiB (xBopoba Himanna-
[lika, xBopoba ["ome).
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4. CiagxoBi nopylieHHs: 0OMiHY CTepoiniB (aJpeHoreHiTadbHUR
CHUHJIPOM).

5. CrnagkoBi mopymieHHs OOMiIHY TypWUHIB 1 MIpUMIiJUHIB
(cunapom Jlema-Hasna).

6. CmagkoBi  mOpylIeHHS  OOMiHY — CHOJYYHOI  TKaHHWHH
(Mykomoicaxapumo3u, cuaapom Mapdana).

7. CriaakoBi mopyuieHHs reMa-nopQipuHy (reMoriodiHomnarii).

8. CraskoBi mopyiieHHsS OOMiIHYy B epUTpOIMTax (aHeMis
Minkoecekoro-1logdapa).

9. CnamkoBi aHomaiii 0OMiHy MetaniB (xBopoba KonoBasoBa-
Binbscona).

10. CnagkoBi  mopyuieHHss oOMiHy  OuTipyOiHYy  (CHHIpOM
Kpirnepa-Hamxapa).

11. CnagkoBi TOpYIIEHHS BCMOKTYBaHHS B TPAaBHOMY KaHai
(MyKOBICITH 103, LI€JTiaKis, JIAKTO3EMis).

Xin 3angarTs:

1. KoHTpOns BUXIIHOTO PiBHS 3HAHb CTYACHTIB 3 JaHOI TeMu (Ha

OCHOBI ITepeITuYeHUX MTUTaHb 3MICTY TEMH)
2. IIpakTuyHa yacTuHa
2.1. XapakTepucTHKa eTaIliB poOoTH

2.1.1 BupimWTH CUTYyaIiifHI TEHETUYHI 3a7a4i:

a) Ha BCTAHOBJIEHHS WMOBIPHOCTI MPOSIBY y HAIIAAKIB XBOPOO 3
MOpYyIIEHHSIMH OOMiHY PEYOBHUH;

0) Ha TeHOKOIIIi Ta TEHOKOITii.

3. IlnTaHHs U1 KOHTPOJIIO 3aCBOEHHS TEMH

1. I'enni (MonekymsipHi) XBOpOOH, MEXaHI3MH iX BUHUKHEHHS Ta
MIPUHIIAITY JTA00PATOPHOT IIarHOCTHUKH.

2. XapakTepucTHKa MOJEKYISIPHUX XBOpPOO, TIOB'SI3aHUX 3
aHOMAJISIMH:  aMiHOKHCJIOTHOT'O, BYIJIEBOAHOIO, ITyPUHOBOTO
MiPUMITTHOBOTO, IIMiAHOrO OOMiHIB, aHOMAaiii OOMiHY MeTajiiB Ta
BiTaMiHiB.

3. JIHK-miaruocTuka.

4. I'erna imxkenepis. biorexHomoris.

5. [loHATTS TIPO TEHHY Teparnito
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NPAKTUYHE 3AHATTSA Ne 5
Tema. XpoMOCOMHI XBOPOOH Ta METOHM X MIarHOCTHKHU.
Buj 3aHATTA: IpakTUYHE.
AKTYaJIbHICTh TEMH: BUBYCHHS XPOMOCOMHHUX XBOpPiO JIIOAWHU Ja€
3MOTY Kpamie 3pO3yMITH MeXaHi3M BHUHHUKHEHHS, a TaKOX
JiarHOCTYBaTH 3aXBOPIOBAHHS HA PAHHIX CTadisX PO3BHTKY.
Mera 3aHATTA: O3HAWOMUTHCA 13 HAWOUIBII  MOIIMPEHUMHU
XPOMOCOMHHMH XBOPOOAaMH, BUBYMTH KITiHIYHI TIPOSIBUA 3aXBOPIOBAHb.
3micT Temu:
1. Anomaii ayTocom.
2. AHOMAaJIIT CTaTEBUX XPOMOCOM.
3. CuHAPOMH, 3yMOBJICHI JICIICIIISIMH.
OO0aagHaHHSA JJIs TPOBEAEHHsI 3aHATTS: TaOIMIl KapioTHIIB
JMIOAMHU B  HOPMI 1 TpH  XPOMOCOMHHUX  3aXBOPIOBAHHSIX,
(dorokapiorpamu, MIKpOCKOITH, TIPEIMETHI 1 HAKPUBHI CKJIa, IIMAaTeNi,
METHJICHOBA CHHBKA, IMepCiiiHa OJTisl, METOAMYHI MaTepialiy.
InTerpatuBHi 3B’SI3KM  TeMH: 3HAHHSI IIHTaHb TEMH OYIyTh
HEOOXimHI CTyJACHTaM TIpH BHBUYCHHI IHTaHb MOJEKYIAPHOI 1
MEIUYIHOI TEHETHUKH, PO3MHOXKEHHS 1 OHTOTCHE3y OpraHi3MiB,
KUTTEASUTBHOCTI OpraHi3My B HOPMI 1 TIPH PI3HUX NATOJOTIYHHX
CTaHax sSIK Ha TEOPETHYHUX, TaK 1 KIMHIYHUX Kadempax.
Xin 3aHATTA:

1. KoHTpons BEXIAHOTO PiBHS 3HAHb CTYJEHTIB 3 JaHOI TeMH (Ha

OCHOBI TIepeNTiYeHNX MTUTaHb 3MICTy TEMH )
2. IlpakTuyHa yacTuHa
2.1, XapakTepuCTHKa eTaIliB poOOTH

2.1.1. Aromanii ayrocom. Cunapom Ilaray ommcanuii [latay B
1960 p. y miBumHKHM 3 1iaHozoMm. Kapiotum 47, 13+, Tpucomis 3a b-
rpymoto  xpomocoM. Yacrora cuaapomy 1 : 7600. Moxmusi 2
BapiaHTH CHHAPOMY:

a) Tpucomis 3a b-rpymoro xpomocom (47, 13+).

0) TpaHcHOKalis i 3uTTA 2 XpomocoM Jl-rpymu (46, 13).

DeHOTUTIOBO CHHJAPOM  XapAKTEPU3YEThCS  HACTYMHUMU
03HAKAMMU:

1. HopmaubHuii 3pict i Maca Tina.

2. HezapocTanHs BepXHbOI I'yOH 1 migHEOTHHS.

3. [omigakTuis (HassBHICTE 6 MaJIbI Ha HO31).

4. I'myxota (y 80-85 % xBopHX).
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5. Pizka posymoBa Biacranmicte (Mikpouedaiis, aHeHUedais,
rinorurasis Mo304Ka).

6. Bagu cepus (medekTH MIDKIDTYHKOBUX 1 MiKIEpencepAHUX
MEPETUHOK, PO3MINPEHI KAMEPH CepIIs).

7.Bagu crateBux opraHiB (KpUOTOPXi3M, IMOIBOEHHS MAaTKH,
MiXBH).

8. [TogBOEHHS CEYOBO/IIB.

9. Anomaiii oyHoro si6ayka (Mikpodranbm, aHopTaIbEM).

10. TpuBamicTh KUTTS - 3 MICSIIi; METO/IW JIIKYBaHHS BiJICYTHI.

11. Kyt ai6: 108°

Cunapom Ensapaca onucanwuii B 1960 p. mikapem ExBapacom y
JIBUMHKH 3 BY3bKHM (DPOHTAIBHUM 1 ITUPOKUM MOTUIMYHO-TIM SITHUM
niamerpom dyepena. Kapiorun 47, 18+, tpucomis 3a E-rpynoro
xpoMocom. Yacrora curapomy 1:8100; y miB4ATOK 3ycTpidaeThes B 3
pasu wyacrinie, HiX y xyomuukiB. B 90 % miteli cMepTh HacTae Ha
MEPIIOMY POIIi )KUTTSL.

CunapoM ¢(eHOTHNIOBO XapaKTepPHU3YETbCS HACTYNMHUMH
O3HAKaMHU:

1. MikpocTomisi, MIKpOrHaTisl.

2. AcuMeTpis ByIITHUX MYIIEIb.

3. HasiBHiCTb IIKIpHOT IEPETHHKN MK MaJIbLISIMH.

4. BupaxkeHa pyXJIMBICTh TIEYOBUX CYTI00IB.

5. I'imorutazist abo arasis M s3iB TeHapa.

6. Baau cepiis, miaKoBoIoai0OHa HUPKA, IIOABOEHHS CEYOBOJIIB.

Cunapom Jlayna omucanmii B 1866 p. mikapem [layHoMm.
Kapiotunn 47, 21+, Ttpucomis 3a O-rpymoro xpomocoMm. Yacrora
cuaapomy 0,15 %; BrumBae Bik MaTepi.

MoknuBi 2 BapiaHTH CHHIIPOMY:

1. Tpucomist 3a G-Tpymor, HEPO3IXOMKEHHS 21 mapu XpoMocoM
mig yac 1 MeHOTHYHOTO MOy B Iepiox rameroreHesy (47, 21+).

2. Tpancnokariist 21 xpomocomu Ha 15 xpomocomy (2 H —>15) .
[Ipu mpomy kapioTun BpiBHOBakeHu# 46, 211 (21+15).

@DeHOTHIIOBO CHHAPOM XapaKTepHU3YEThCA HACTYNHHUMH
O3HAKaMH:

1. MasieHbKa ronoBa, IIocke 00JIMYYsl, HIC 3 IIMPOKHM IUIOCKUM
nepeHiccsiM, pOT HaIIBBIAKPUTHH, SI3UK reorpadiuyHuii.

2. MoHromnoigauii po3pi3 oueil.

3. [lopymiena koopauHaLis pyxis.
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4. Pi3ko BHpakeHa pOo3yMOBa BiJICTAJIICTh.

5. Bagu cepus, IUTYHKOBO-KHIIKOBOT'O KaHATy, HUPOK, CEYOBUX
HUISAXIB.

6. OHAKOBO YaCTO XBOPIIOTH SIK XJIOMYMKH, TAK 1 JIBYATKA.

7. HerutigHi, Xo4a BiZIOMiI BUMNAJKW, KOJU JKIHKA 3 CHHIAPOMOM
Hayna HapomkyBanu niTeii- JayHis.

8. llepmatormipiuHa  JiaTHOCTUYHA  O3HAKa:  IOMepeYHa
YOTUPHUIIAJIBIICBA JIHIS Ha JOJIOHI - MaBIl’siya ckiaaka. JlomoHHMM
Tpupaziyc 3mimenuii qucramsHo. Kyt atd=81°.

2.1.2. AHomatii cTaTeBHX XPOMOCOM

Cunapom IllepemenBchkoro-Tepnepa omucanuii B 1925 p.
nikapsimu [llepemeBcekum 1 Tepuepom. Kapiotun 45, XO; rtinbie
Bappa BincyrHe. Yacrora cunapomy 0,02 %.

DeHOTUTIOBO CHHAPOM XapaKTePU3YEThCS  HACTYMHUMH
03HAKAMMU:

1. Huzbkwii 3pict (139-148 cwm).

2. KpumonoaiOna ckiajka Ha IIHi - s ciHkca.

3. Huzbkwuit 3apicT BOJIOCCS HA MOTHJIMIII.

4. IToBiTbHMM CTaTEBHI PO3BUTOK, AUCTECHE31s TOHA.

5. IlepBuHHA aMeHOpES, HETLTIAHICTD.

6. Anomanii BUAUIBHOI cucTeMH (IIAKOBOMOMIOHA HHPKA,
ITOABOEHHS HUPOK, CEIOBO/IIB).

7. IHTENEKT HOPMANBHUMN, 1HKOJIH CIIOCTEPITAETHCS TICHXITHHN
iH(haHTHITI3M, eMOITiifHA JTa0LTHHICTb.

8. lepmaTormidivHi JOCTIKEHHS OKA3YIOTh, 0 HA MAITBIICBHX
y30pax 3MEHIIYEThCS KIUIBKICTh pajialbHUX TeTens 1 Jyr, a
30LTBITYETHCS YacTOTAa YIBHAPHUX TeTeNbh 1 3aBHUTKIB. JlomoHHUI
TpHpaiyc 3MillleHni TUCTANBHO i yapHapHO. KyT atd=66".

9. JlixyBaHHS TOpPMOHAJNbHE, CIPSIMOBAHE HA  KOPEKIIIO
BTOPUHHUX CTaTEBUX O3HAK.

Cunapom Kuaiindenbrepa onucanuii B 1942 p. nikapem
Knaitagpensrepom. Kapiotun 47, XXY; 48, XXXY; 49, XXXXYVY. 1
TiIBIE - 2 TUTBI - 3 Tinblsg bappa. Yacrora cuaapomy 0,1 %.

DeHOTUIIOBO CHHIPOM XapPaKTePU3YE€ThCH HACTYMHUMH
O03HAKAMMU:

1. ActreHiuHMi, €BHYXOIMOMIOHUH THIT OYIOBH TiNa.

2. Bucokuii 3pict. [ucmponopuis B po3Mipax KiHIIBOK Ta
Tyny0a, By3bKHH IJIEUOBHH MOSC, IIMPOKUHN - TA30BHH.
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3. Citabo po3BHHEHA MYCKYJIaTypa.

4. Po3MillieHHS )KUPOBOI KITITKOBUHH Ta OBOJIOCIHHS 3a KIHOYMM
THUIIOM, Ha IIIOKaX 3apicT BiJICYTHiH.

5. Hemopo3BuHeHi  CiM’SIHWKH,  CIIEpMATOreHe3  BiJCYTHIH.
Yo0BIKH HEIUTIAHI.

6. HeBucokwii iHTENIEKT, PO3yMOBa BiJICTAJIICTh, JCOLTBHICTS.

7.3aiiBa X-XpoMOCcOMa 3yMOBIIOE TIOPYIIEHHS TCHXIKH:
amaTWuy4Hi, MapaHoiHI CTaHH, TICUXO3H.

8. llepmaTormihiuHi TOCTIDKEHHST BKa3ylOTh Ha 30UIBIICHHS
KUTBKOCTI JIyr, 3MEHIICHHS TpeOeHIB, MPOKCHMAaJbHE 3MilllCHHS
JIOJIOHHOT'O TPUpaIiyca;

9. Kyr atd= 42°.

Cunapom Ttpumio-X onwucanuii B 1959 p. JhxexkoOcoHOM.
Kapiotunn 47, XXX; 2 rtineus bappa. Yacrora cunapomy 0,1 %.
AHoMaltisi Jayxe MiHIMBa B (EHOTHUIIOBOMY TMIPOSIBi: B SIBHO
BHUPaXKEHOT JIO KIIIHIYHO CTEPTOI.

@eHOTUNIOBO CHHIPOM XapaKTepPH3Y€TbCs HACTYIHUMH
03HAKAMHU:

1. CymepkiHOUM# THII.

2. He3HauHa nucriasis pi3HUX CHCTEM OPraHiB.

3. CrocTepiraerbcsi 3aTpUMKa pOCTY, CIIKAHT, BHUCOKE TBEPIC
MiAHeOIHHS, KIMHOAAKTHIIIS MI3HHIIIB.

4.B 75 % XIHOK BUsIBJI€Ha pPO3yMOBa BIJCTaliCTh, BUCOKHUI
PHY3HK 3aXBOPIOBAHHS IICHX030M, 0COOJIMBO MH30(pEHi€IO0.

5. IlepBruHHA, YacTille BTOPUHHA aMEHOPES.

6. HemocratHs (yHKIiS S€YHUKIB 3 BiJCYTHICTIO (DONIKYIIB
3YMOBITIO€ HEIUTIAHICTD 1 IPUCKOPIOE KITIMaKC.

7. 13 30umpmeHHSM uYncia X-XpOMOCOM CIOCTEPIra€ThCs pi3ke
3HIDKEHHS IHTEIEKTY.

8. [Ipore MoXxyTb OyTH >XiHKH 0€3 >KONHUX KOHCTUTYLIHHUX,
(hizioNorivHUX Ta NCHXIYHUX po3namiB. Taki KiHKM (GepTHIBbHI 3
HOCHUJIEHUM J1i0110.

9. llepmaTormihiuyHi AOCHIDKEHHS] BKa3ylOTh Ha IIiIBUIICHHS
KUTPKOCT1 3aBHTKIB Ta Iyr Ha MAaJbIAX, 3MEHIIEHHS TPeOEeHEeBOro
PaxyHKy.

Cunapom nyoennb Y onucanuii B 1962 p. Kapiotun 47, XYY; 2
30HH «iaMaHTOBOro csiiBa» Y- xpomatuHy. Yactora cunapomy 0,45
%.
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@DeHOTUTIOBO CHHAPOM XApPAKTEPH3YE€TbCA HACTYNMHUMU
03HAKAMU:

1. YonmoBiku BUCOKOTO 3pocTy (BuIe 186 cMm).

2. Acumerpis B Oy/0Bi Tina, 00MMYYsl, KIHIIIBOK.

3. I'imormasis ¢iM’IHUKIB, HEILIIAHICTD.

4. Cnioctepira€rbcss  MIBUIICHUN  piBEHb  aHAPOICHIB  Ta
JOTETHI3yI040r0 TOPMOHY.

5. [nTenext HOpMaNbHMHA, TPOTE  PO3YMOBUH  PO3BUTOK
BIJINIOB1Ia€ HU3BKIHA HOPMI.

6. [lcuxonaTHyHi pUCH XapakTepy, arpecCHBHICTb, HENPABUIIbHA
MOBEIIHKA, CXUILHICTE 0 aCOI[iaJbHUX BUMHKIB.

7. 3aiiBa Y-xpomocoma Oiulbllle BIUIMBAE Ha IMOBEAIHKY, HDX Ha
THTEJIEeKT: XBOpPI CaMOBIIEBHEHI, IMIYJIbCUBHI, a(eKTHBHO HECTiHKi,
rirmepcekcyabHi.

8. llepmaTormipiuni OOCTIKEHHS HE JJa0Th IMIACTaBU IS
JIarHOCTUKU CHHIPOMY.

2.1.3. CuHapom#, 3yMOBJICHI AeeIiIMU

Cunapom «KoTsuoro Kpuky» — aenertis minsaka 5p — (15,1-
15,2).

@DeHOTUIIOBO CHHAPOM XapaKTepU3Y€ThCA HACTYNHHUMH
O3HAKaMHU:

1. KiiHiuHI mposSBM AaHOTO CHHAPOMY TMOJNSTAaE B TOPYIIEHHI
OyZIOBM TOpTaHi, HSABKAIOUMH TEeMOp TOJOCY: 3BYKEHHS, M’ SKICTh
XpSMIiB, 3MEHIICHS HAATOPTAHHUKA, HE3BHYHA CKJIAI4acTiCTh
CIIN30BO1 0OOJIOHKH

2. Posymoga Bijcranicts Ta anomaii [[THC.

3. [IpakT4HO y BCiX XBOpWUX € 3MIiHM MO3KOBOTO Heperna Ta
oonmuy4sa:  MicAnenofioOne  oOmmuys, Mikpouedamis,  emiKaHT,
AHTHMOHTOJIOIMHUHN PO3pi3 OUeH, BUCOKE MiAHEOIHHS, TIOCKA CITHHKA
HOCA.

4. BymHi pakoBHHH po3MillieHI HU3bKO Ta AehOpMOBaHi.

5. 3ycTpiualoTbes BPOMXKEHI Bagy Ceplsl Ta iHIIMX BHYTPIIIHIX
OpraHiB,  OIIOPHO-PYXOBOrO  amapary  (CHHOAKTWIiS  CTOII,
KOcoJamicTe). XapakpepHa M’s3eBa TilOTOHIS.

6. binpuricte XxBOpHX momupae B mepini pokd, Timbku 10 %
nocsiratots 10 piyHOro BiKy.

7. XBOPITH MOXKYTD JIFOJIM YOJIOBI4O] 1 XKIHOUYO] cTaTi.
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Qinagensdilicbka  xpomocoma abo  dinageanpiiicbka
TPaHCJIOKALliA — [Ie TeHeTHYHa aHOMalis, [0 BHUHUKAE BHACIIJIOK
PELUTIPOKHOT TpaHCIOKaIil (00MiHy IUISHKaMu) MDK JisTHKaMu 22 Ta
9 xpoMocoM (22p-) 3 MOAATBILOI0 eKCHpecieto XxiMepHoro Oinmka. Lo
AQHOMAJIII0 TOB'SI3YyIOTh 3 XPOHIYHUHM MIEJONUTAPHAM JIEHKO30M.
Brepiie onucana B 1960 poui gociignukamu [litepom HoBemtom Ta
Hagigom Xaurepdopmom. Y 1973 poui mocmiguuins xaner Posmi
MoBijoOMMJIa  MpO  MexaH3iM  yrtBopeHHs — Dinagenbdificbrol
XPOMOCOMH.

DeHOTUTIOBO CHHAPOM  XapaKTePU3YEThCS  HACTYNMHUMH
03HAKAMU:

1. 3aXBOpIOBaHHS CIOCTEPIraeThCsl MEPEBAXKHO Y 3pUIOMY Billi.
[TouaTkoBa cTajist AIArHOCTYETHCS JOCUTh PiKO.

2. [IporpecyBaHHsI 3aXBOPIOBAHHS CYNPOBOJDKYETHCS (Hi3UTHOO
BTOMOIO, 0OJIeM y KicTKax, MITIUBICTIO, BTPATOIO alleTUTY, BaXKKICTIO
y JiBomy minmpeOep'i, 30UIbIIEHHSIM 00'€eMy >KHBOTA, ITiJJBHILIECHOO
KPOBOTOYMBICTIO TICIIA TIOPI3iB 1 E€KCTpakIlii 3yOiB. 30UIBIIYIOTHCS
pPO3MIpH TTEYIHKY Ta CEIE31HKU. 3aXBOPIOBAHHS YaCTO YCKIIATHIOETHCS
1HOEKIITHIMY TTpoITeCaMH.

3. VY kIiHIYHOMY aHalli31 KpPOBi - BUCOKHUH JIGHKOIIMTO3, HASIBHICTD
HE3pLIuX (GOopM TPaHyIIOIMUTIB.

4.Y rTepMmiHaibHIN crTamii mpomec HaOyBae 3JIOSKICHOTO
XapakTepy — XxBopoOa HaOyBa€e 03HAK TOCTPOTo JIEUK0o3y (OIacTHIHUH
kpu3). IlocnmioroThcsl OUTh B KICTKaX Ta CHMITOMH 1HTOKCHKAIIIi,
IMBUAKO 30UIBIIYIOTBCS PO3MIpH TEUiHKH Ta cene3inku. Yacrti
1H(MapKTH MOXKIIMBI PO3PHUBH CEIIC31HKH.

5. Cranisi GacTUYHOTO KpH3y TPHUBAE JIMIIE NEKIJIbKa MICAIIB.
XBopi BMHpPAIOTh BiJ TOKKHX iH(EKIIHHO-3aMalbHUX MPOIECIB
(mHEBMOHIM Ta iH.), AKi iHOAI HaOyBarOTh CENTHYHOTO Iepediry;
TSOHKKUX KPOBOTEY; IHTOKCHKAIIIT; BUPAKEHUX TUCTPODPIUHIX YparKeHb
BHYTPIIIHIX OpraHiB (JIEreHb, CEPIls, HUPOK. ).

Cunapom Ilpanepa-Bimii xapakrepusyerbcs BinCyTHICTIO abo
HE DKCIIPECCHUPOBAaHMEM CEMH TeHIB 3 I'SITHAAISTOI0 XPOMOCOMH,
ycmankoBanoi Bin Oatbka. Cunapom llpanepa-Bimm 3a3HadaeThes
MpH 3MiHaxX B 0AaTHKIBCHKill XpOMOCOMIi, a B pa3i 3MiHM MaTepUHCHKOI
XpPOMOCOMH CIIOCTEpIra€Tbcsi CHHAPOM AHTrenbMaHa. B reHHomy
Habopi, 10 BUKJIMKAE BUHUKHEHHs cuHapomy [Ipanepa-Bimii, xomis
reHa, OTpuUMaHa Bif 0aTbka, aKTUBHO (DYHKLIOHYE, a MaTEepPUHCHKA
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Hemae. Lle o3Hauae, M0 KOMM OUIBLIICTE JIOACH MICTATH OJHY PoOOUy
KOIiI0 JJaHWuX TeHiB, To XBopi 3 cuHapomoM llpanepa-Bimmi xuByTH
0e3 Takoi kormii. Lle 3aXxBoproBaHHs Ha3BaHO iM'sIM TeniaTpa 3 bpuranii
Iappi AHrensmana, omnucas oro B 1965 pori.

@DeHOTUTIOBO CHHAPOM XapaKTEPU3YETHCS  HACTYNMHUMH
03HAKAMU:

1. Jlane 3axBOpPIOBaHHS MOJXKHA JIIaTHOCTYBaTH 1I¢  JO
HapoukeHHs. [Ipo 1e CBiIYMTh HU3bKA PYXJIMBICTH IUTOJa 200 4acTo
HEMNpPaBUIbHE MTOJIOKEHHS JIUTHHH, a TAKOXK 0araToBoais (aMHIOTHYHA
pizvHa B HAAMIPHIH KUTBKOCTI).

2. O3Haku JiarHOCTYBaHHS 3aXBOPIOBAaHHs MICIs HApOHKEHHS
BKITIOYAIOTh: HAapO/KEHHS uepe3 KecapiB PO3THH, CiIHUYHE
nepeyIeKaHHs U101, TIOTOHISA , JieTapris , C1a0KUi CMOKTaJIbHUM
pebiaekc 3 TPUYMHH OCTIAOJIEHHS M'SI30BOTO TOHYCY MaJioKa,
TPYAHOILI 3 IUXAHHSIM, TIIIOrOHAINU3M.

3.Mlpu mmaHyBaHHI Jpyroi JUTHHH B [UX CaMUX OaTbKiB
MOXIIUBUH MMOBTOPHUI PU3UK BUHUKHEHHS JIAHOTO 3aXBOPIOBAHHSI.

4, 3atpuMKa MOBJICHHS, a TaKOX IICHXIYHOTO PO3BUTKY.
Hocmimkenas, mokasamd, mo 5 % XBOpUX MaioTh Koe(imieHT
IHTEJEKTY, IO BIIMOBIIAE CEPEAHHOMY PIBHIO.

5. He BimmoBimae BIKOBUM CTaHAapTaM CIIyXOBa I1aM'siTh,
HaBUYKM THCHMa | MaTeMaTHYHI HaBUYKH, KOPOTKOYACHA CIyXOBa i
30pOBa MaM'sITh.

6. CHHAPOM 4YacTo CYNPOBOJKYETHCS MiJBUICHUM aANCTUTOM,
OCKUTBKH y XBOPHUX IMIJABUIIYETHCS B KPOBi PiIBEHh TOPMOHY TPEITiHY.

2.2. OdopmiteHHS pe3yabTaTiB MPAKTUIHOT poOOTH 3aTIOBHUTH
TaOIUITIO TI0O XPOMOCOMHHUX XBOpP0O0ax:

Xpomocomna xeopoba Kapiomun Kniniuni nposeu

3. BupoOneHnHs mpakTHYHUX HABUKIB
Ha ocHOBi BHBUEHMX CHHAPOMIB HABUYHUTHCS PO3PI3HATH iX KIIIHIYHI
KapTUHH, 3HATH KapiOTHITN Ta MPUYNHA BHHUKHEHHSL.
4. [TutaHHs JUTS KOHTPOITIO 3aCBOEHHS TEMH

1. XpomocomHi 3aXBOPIOBAHHSA JOIVHHA, OB’ s13aH1 3
HEPO3XOJDKEHHSM ayTOCOM.
2. XpoMocoMHi 3aXBOPIOBAHHSA JIIOJVHH, OB’ s13aHi1 3

HCEPO3XOKCHHAM CTATCBUX XPOMOCOM.
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3. [IpodinakTika CHagKOBUX 3aXBOPIOBAaHb 1 MEIUKO-TCHETHYHE
KOHCYJIbTYBaHHSI.

4. I'eHHi 3aXBOPIOBaHHS JIOIUHH.

5. Kapiorun i ¢peHoTHI CHHAPOMIB.

6. ['eHokomii i ¢peHoKorTii.

7. Kyt atd B HOpMi 1 TpH XpOMOCOMHUX 3aXBOPIOBaHHSIX

IMPAKTUYHE 3AHATTS Ne 6
Tema. 3arajbHa XapakTepUCTHKA MITOXOHJIPIiaibHOI — IATOJIOTII.
Kitinika, 1iarHOCTHKA, JIIKYBaHHS.
Bupn 3aHATTH: npakTUYHE.
AKTYaJIbHICTh TEMH: cepeJl CYY4acHHX CHaJKOBHX XBOpOO, SIKi
3yCTpIYarOThCs Yy JIIOACH, iCHye Oe31id HO30JOTIYHUX OJUHHIIb, SIKI
MOBHICTIO 1I¢ He iAeHTU(iKoBaHI. BOHM MOXXYTh XOBaTHCS 32 MAaCKOO
Oy/Ib-SIKUX BIIOMHX XBOpOO, iX MOXYTh JIKYBaTH SIK 3HAWOMI
XBOpPOOH, ajie HaclpaBdi BOHM MalTh 0Oarato BiIMIHHOCTEH Bij
ONMCAHMUX paHIIl XBOPOO, B TOMY YHCIIi 1 B BIICYTHOCTI €(eKTy Bix
nikyBaHHA. Takumm XBOpoOaMH /0O HENAaBHBOrO wvacy Oymm i
MITOXOHApiambHI  XxBopoOu. Ilicms Toro, sk OyB omucaHHU
MITOXOHAPialbHUM TE€HOM, BCTAHOBJICHHH THN YCHAIKyBaHHSA 1
IIyKalOTBCSA ~ MAXOAM  JO  €TIONAaTOr€HETHYHOrO0  JTIIKyBaHHS
MITOXOHAPIaIbHUX XBOPOO, iX BH3HAIM OKPEMHM HO30JOTTIHUM
kiracoM. KpiM Toro, micis iX onmrcaHHsS BCTAaHOBHIIH, IO BOHU HE TaKi
PiAKICHI, SIK BBaKaJloCs CIHOYATKY, 1 CIIOCTEPIra€ThCsl MEBHHUH PICT
TaKNX 3aXBOPIOBaHb. MITOXOHApOMATII 3aiiMalOTh BHCOKY ITHTOMY
Bary cepex 31opoBoro HacemeHHsa 1,6%, a cepen XBopux i3
MHOKUHHUM ~ OJHOYAaCHHM  YPa)XEHHSM HEpPBOBOi,  CKEJETHOI,
pecmipaTopHOi, CEpLEBO-CYAUHHOI CHUCTEM MOPYLLIEHHS
CHEepPreTnyHoro oOMiHy 3ycTpidaerscs y 45%. Miroxonaponatii
BKpai PiKO JIarHOCTYIOTHCS CBOEYACHO.
Mera 3aHATTA: 3HATH 3aralIbHY XapaKTEPHCTHKY MITOXOHJpiaIbHOT
maronorii Ta Kiacu(ikamiro MITOXOHJpiaJbHUX XBOPOO, BUBYHTHU
KIHIKY HaWOUIbII TMOIMPEHUX MITOXOHIPOMATii, PO3TIISIHYTH
NPUHIUIH 1X JIIKYBaHHS.

3mMicT Temu:

1. XapakrepucTuka MiTOXOHIPiaJbHOIO TEHOMY.
2. Etionatorenes MiTOXOHpialbHUX 3aXBOPIOBAHb.
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3. Knacugikanis MiToxOHApONaTIH.
4. Kninika Hal#OLIbII MOIUPEHUX MITOXOHAPOMATIH.
5. [IpuHIMNM IiKyBaHHS MITOXOHAPONATIH.
OOJagHaHHS JIsi TPOBENEHHS 3aHATTS: HaBYaJlbHI TaOJHII,
METO/INYHI MaTepiaH.
InTerpaTuBHi 3B’SI3KM TeMHU: MaTepiajd AaHOi TEMHU MOB’S3aHHUHA 3
BHUBUYCHHSM OKPEMHX PO3AUTIB MeauuyHOi Oiomyorii, ricromorii,
MaToJIOriuHOI aHaTOMIi Ta (hi310JI0Tii.
Xinx 3angarTs:
1. KoHTponb BHUXIHOTO PIiBHA 3HaHb CTYJEHTIB 3 JaHOi TeMu (Ha
OCHOBI TIEpeNIiYeHNX MUTAHb 3MICTY TEMH)
2. [lpakTuvHa yacTrHa
2.1. XapakTepucTrKa erariB poOoTH

2.1.1. XapakTepucTrKa MiTOXOHPIATEHOTO TEHOMY

MiroxoHpii — OgHI 3 HAHOUIBIIMX OpraHeNn KIITHHH, SKi
MICTATBCS B YCIX €BKapiOTHYHHX KIITHHAX, OKPIM EPUTPOILHMTIB i
3pUINX KEepaTHHONWTIB. BOHW BUKOHYIOTH (DYHKIIIFO METa0OIidYHOTO
IIEHTPY Ta BIiAMOBIMAIOTH 3a BHPOOHUIITBO eHeprii y Burmimi ATO.
Haxonudena eHeprist B mogaibuIoMy TpaHC(HOPMYETHCS B MEXaHIUHY
(B M’sa30BUX KIITHHAX), OioenekTpuuyHy (y HEPBOBHX KIIITHHAX).
HaiibinpIma KUTBKICTH MITOXOHIIPiH CHOCTEpiraeTbes IEPeBKHO B
KIIITHHAX, SIKi CIIOKWBAIOTh BENMKY KUTBKICTh €Heprii, HallpHuKiIan Y
KIIITHHAX CKEJIETHUX M S31B 1 CEpIIEBOrO M’s3a, B EK30KPHHHHX
KITITHHAX MANUTYHKOBOI 3aJI03H, B OBOIMTaX. Y CIIEpMaro3oigax ix
Bchoro 4. OcCOONMMBOCTIO MITOXOHIPIH € HAsSBHICTH CBOEi BIacCHOL
JHK (m1IHK). MitoxoHapisM HEOOXimHI OLIKH, SKi KOIYIOTHCS
reHaMn HykineapHux xpomocoM. JIHK wMitoxonapiii mromuHu
HaJ3BUYAfHO  KOMIIAKTHO  OpraHi3oBaHa 1  sBIsE€  COOOIO
HEBENHUKYIBOJAHITIOTOBY KUTBIIEBY MOIEKYIy, po3mipoMm 16569 map
mykieoruniB. MTIHK mrogman Hece Bchoro 37 TeHIB, IO KOMYIOTh
aei pPHK (12S i 16S pPHK), 22 TPHK, i 13 momimentumis. Yei 13
MOJIMEeNTUIHUX JaHIIoriB, kopgoBaHux MT/JHK, Oepyrs ydacTts y
(hepMeHTATHBHOMY KOMILIEKCI OKHCHOro (ocdoprmroBanas. KoxHa
KIIITHHA JIOACHKOrO OpraHi3My MICTHTH COTHI MITOXOHApIM 1 THCSYi
JHK wmitoxonmpiid. Skmo myrarisi BUHHKaE B oaHiN 3 Monekyn JJHK
MITOXOHIPiId, TO YTBOPIOETHCS  BHYTPIIIHBOKIITHHHA  CyMilI
MYTaHTHHX 1 HOpMalbHUX MOJEKyJd. Take SBHILE HA3UBAETHCS
cemeponaazmiero. SIBuie KIITHHHOTO PpO3MOAUTY MYTaHTHUX 1
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HOPMAaJIbHUX MITOXOHPI HA3UBAETHCS PenikayitiHow cespecayicio.
Y pesympTaTi psAAy KIITHHHUX — PO3MOIUIIB  CIIBBIIHOIICHHS
MyTaHTHUX 1 HopManbHuX MTJIHK Moke 3miHioBatHcs abo yOik
MyTaHTHO1, 2060 y0ik HopManbHOi MTIHK (comonnasmis).

OcobnuBocti mitoxouapiansHoi JJHK: crporo matepuHChKMI
xapakrep ycrnaakyBanHs JIHK, ToOTo BOHU mepenaroThes Bia Martepi
0 nouok Ta cuHiB. CuHE MitoxoHapiansHoi JIHK He mepemaroTs.
BincytHs komOiHaTHBHa MIiHIMBICTE — MiToXoHApianpHa JHK
HAJI©KUTh TUTBKH OJHOMY 3 OaTbKiB, OTXKe, peKoMOiHamiiHi moii
BIJICYTHI, a HYKJICOTHHA TOCIIOBHICTh 3MIHIOETHCS 3 IOKOJIIHHS B
MOKOJIIHHS TUTBKU 32 PaxyHOK MOCHTiJOBHOT'O HAKONWYEHHSI MYTaIlill.
Miroxonapianeia JIHK He wmae iaTpoHiB 1 edextuBHoi JJHK
pemapaitifinoi cucremu. lle Beme 10 30UIBIICHHS YacTOTH MyTalii
MmitoxonapiansHoi JIHK mopiBHsIHO 3 siaepHOIO.

2.1.2. Etionarorenes MiTOXOH/IpiaJlbHAX 3aXBOPIOBAHb.

MiToxoH/IpiaibHI XBOPOOH (MITOXOHJPiONAaTii) — TeTeporeHHa
rpyma 3aXBOPIOBaHb, Ika 00yMOBJIEHAa T€HETUYHUMH, CTPYKTYPHUMH,
OlOXIMIYHUMHU JepEeKTaMH MITOXOHJPiH 1 MOPYIICHHSIM TKAaHUHHOTO
nuxaHas. CTymiHe BUPA3HOCTI MATOJOTIYHOTIO IMPOIeCy B ToMy abo
IHITIOMY OpTraHi i TKaHWHI 3QJICKUTH BiJl CTYIICHS 3aJICKHOCTI JaHOI
TKaHWHHU Bi7 aepoOHOro auxaHHs. [1aTomoris B cucTeMi MITOXOHIpii
MPU3BOIUTH IO OPTaHOMATii THX OpraHiB, /I¢ BOHM MaKCHMAaJIbHO
3HAXOMAThCS. ['eHeTHUHiI JedexTH OuUXampHOrO JIaHIIora Ta
BHHMKAO4a B pe3ynbTaTi 1poro HemoctaTHicTh AT® mopymryroTs
gucleHHl (YHKMii KITHH, IO OCOOJMBO BHSBISETHCA Y BUCOKO
eHep2OmpONHUX Op2aHax, 10 SIKUX BiTHOCSTH:

* MO3OK;

* 30pOBHI1 HEPB;

* cepIre;

* TIEYiHKY;

* MYCKyNarypy;

* HUPKH,

* SHJIOKPUHHY CHUCTEMY;

* KJITHHH KiCTKOBOTO MO30KY

* pecmipaTopHy CHCTEMY.

2.1.3. Knacudixkariss MiTOXOHIpOIATIH.
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MitoxoHJpianbHi XBOPOOH KIAaCH(IKYIOTh 32 TUIIOM MyTAIIii:

1. Micenc - MYTaHTHI MITOXOH/IpiaJIbHi XBOpOOH:
Heiipoodranemonaris Jlebepa; MirMeHTHUI PETHHIT.

2. XBopoOu, sKi BUKIMKaHI MYTalisIMH B T'eHaX TPaHCIOPTHOI
PHK: cuangpom MERRF; cuanpom MELAS ;

3. MiToxoHpianbHi XBOpPOOM, SKi BUKIMKaHI AenelisMu abo
nyrutikarissma - MitoxonapiansHoi JIHK: cunapom Kepuca-Ceiipa;
CHH/IPOM [Mipcona; aCUMETPUYHUI TTO3; JIaTaiiHa
Kap/1ioMiomnaTisl.

4. XBopoOH, sIKi BUKJIHMKaHI MYTallisiMH, II0 3HWKYIOTH YHCIIO
komiit mitoxouzapianbHoi JIHK: neranpHa iHpaHTWIBHA JUXaJIbHA
HEJIOCTaTHICTh; CHHAPOM MOJIOYHOTO-KHCJIOTO alln03Yy.

5. XBopoOu Bukimkani Myrtanisimu B siiaeprid JJHK: ¢ymaposa
alUIeMIist; TJIyTapoBa aluaeMis.

2.1.4. 3aranpHi xiiHiuHI pucn MTX3.

[MomicuHAPOMHICTE ypaXXeHb 3 YacTUM 3aly4eHHsSIM HEpPBOBOI
CHUCTEMH OpraHa 30py, Cepls 1 COMATHYHHX M's3iB. DBiTbIIiCTh
3aXBOPIOBaHb MAlOTh HE BPOMKEHUH XapakTep 1 NOYMHAIOTHCS B
OUTSYOMY Ta MojomoMmy Bimi. [IporpamieHTHiCTh Tmiepediry 3
HETaTUBHOIO AWHAMIKOIO 1 30UTBIIIEHHSIM CHMIITOMIB YPa)KeHHSI PI3HUX
opraHiB 1 cuCTeM. PE3UCTEHTHICTh 10 TPagUIIHHUX METOMIB
JKyBaHHSL.

CytHicTh MOJIEKYIIAPHO-T€HETUIHNIX JOCII JUKEHB pH
MiToxoHAponaTisx. Myrtanii mitoxouapianpaoi JIHK Bu3Ha9aroThCs y
3pa3kax M'S30BOi TKAaHWHA METOIOM TIOJIMEpa3HOl JIaHITIOTOBOI
peaxiii i riOpuau3anii in Situ. BusBieHHS BHIY MITOXOHAPiagbHOT
MyTamlii 3 JOCHTh BHUCOKAM CHIBBIJHOIIEHHSM aHOMAaJBHOI 1
HOopManbHOI  MiToxoHmpianeHoi JHK  migrBepmkye — miarHO3
MITOXOH/JPiaJIbHOTO 3aXBOPIOBAaHHA. BifcyTHICTP MyTamii gae 3mory
MIPUITYCKaTH HAsIBHICTH TATOJOTIi, MOB’S3aHOI 3 MYTAI€I0 sIEepHOT
JHK.

Kitinika HaltOUIBII MOMTMPEHUX MITOXOHIPOTATIH.

Cungapom Jlebepa (craakoBa atpodist 30pOBUX HEPBIB) yIieplie
ormcanuit y 1971 p. Teomopom Jlebepom. Kitacnuna Ha3Ba cuHApOMy
- «rpiM cepen sCHOro HeOa». 3aXBOPIOBAHHS MPOSIBISETHCS Y Billi 6-
62 poxu. IlepmuM nposiBOM € 3HMKEHHS TOCTPOTH 30pYy OJHOIO OKa,
yepes 7-8 TWKHIB — JApyroro. XapakTepHa HEBpOJOriuyHa
cUMIITOMaTHKa: mnepudepiiHa NOMiHEBpOmaris, TPEMOp, aTakcisi,
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CTaTHYHI Mape3u, po3yMOoBa BiJCTaNiCTh. Takok MOXYTh OyTH HasiBHI
KiCTKOBO-CYIJ100HI  3MiHM:  Kido3, apaxHomaktwiis. Ilepebir
3aXBOPIOBAHHS MPOTPECUBHUMN, OJHAK MOXIJHMBA pemicis depe3 1 -2
POKHM TIiCNsl MOYaTKy 3axBoproBaHHs. JludepeHiianbHy iarHOCTHKY
MOTPIOHO TPOBOAWTH 13 3aXBOPIOBaHHSIMH, IO CYIPOBOIKYIOTHCS,
3HMKEHHSIM ~ TOCTPOTH  30py:  peTpoOynb0apHUM  HEBPHTOM,
Kpanioapunriomoro, Jnelikomuctpodismu. Kpurepii amiarnosy:
MaTePUHCBKUI THI YCIaJIKyBaHHS, XapaKTepHI KIIHIYHI O3HaKH;
imeHTH(diKalis 32  JOMOMOrOl0  MOJEKYJISIPHO-  T'€HETHYHUX
nociipkenp mytaniid B JIHK mitoxonapiid.

Myrauii B renmax TPHK. Cunaapom MERRF (Mioknonyc-
elijiencis, «pBaHi 4epBOHi BoiokHa», mioclonus-epilesy, rend red
fibre). Yoepmie #oro onucas N. Fukuhara i3 ciBast. y 1980 p., xo4a
nepii okpeMi myOuikartii Oyau 3pobusieni P. Tsairis 3i cmiBast., 1973;
Y. Shapira, 1975. Ha ycmagkyBaHHS 3aXBOPIOBAHHS 110 MaTEPUHCHKIMH
minii Bkazann H.C. Rosing 3i cmiBasr., 1985; A.E. Harding, 1.J. Holt,
1988. Myrartito MmT/IHK BusBunu J.M. Sckoffner 3i cmisagr., 1990. B
VYkpaini nepina nyomikamis Hanexuts O.51. ['pevaHiHiii 31 CriBaBT.
(1994). Cuanpom MERRF 3ymoBnieHnit TOYKOBUMH MyTaIlisIMU B T€HI
nmisuaOoBOi TPHK y mosumisx 8344 i 8356 mt/IHK. 3axBoproBanH:S
YCHAIKOBYETbCS 13  BHYTPINTHBOCIMEHHUM  momiMopdizMoM, Yy
TIOTNEPETHIX MOKOMIHHIX MOKJIMBI BUIIAIKA 3aXBOPIOBAHHS 3 PI3HUM
CTyIEHEeM KITIHIYHUX TPOSBIB, M0 MOXE€ OYTH CHPUYHMHEHO PI3HUM
CHIBBIIHOIIEHHAM MyTaHTHHX 1 HopMmamsHUX MT/IHK y pisanx
oBoruTax. Bik XBOporo Ha mo4yaTKy 3aXBOpIOBaHHS — Bifg 3 mo 65
pOKiB. PaHHIMH KIIIHIYHUMH O3HAKaMH € IIBHIKA BTOMITIOBAHICTD I
yac (i3WYHNX HAaBaHTaXEHb, OUTh y JIMTKOBUX M'sI3aX, MOTipIIEHHS
maM'siTi, 3HWKEHHS yBarn. HaWTHIIOBIIMM € CHMITOMOKOMILIEKC:
MPOTPEeCHBHA  MIOKJIIOHYC-€MINENCisi, 10 BKIOYaE MIiOKIIOHYC
(parToBe, IIBHIKE, KOPOTKOYACHE M'A30BE CKOPOYEHHS, 3yMOBIICHE
BTATYBaHHAM Yy maronoriuamii nporec [[HC), arakcis 1 mementris.
Takok y XBOpPHX CIOCTEpIrarOTh TeHepati30BaHi TOHIKO-KIIOHIUHI
CYJIOMH, HEHPOCEHCOPHY TIyXOTY, aTpo(iro 30pOBUX HEPBIB, MOMIpHIi
O3HAKM MiomaTii, CEHCOpHi mopymeHHs (po3iax BiOpamiiHOL
YYTJIIMBOCTI 1 M'I30BO-CYTJI00HOTO BiAUYTTS) Ta iHIIN HEBPOJOTiUHI
CHUMIITOMH (BIACYTHICTH CYXOXMIIKOBUX pedekciB). IMoBipHHiA
po3BuTOK Jimomaro3y. IlepeOir 3axBOpIOBaHHS MPOTrPECUBHHMA.
Po3BuTOK cuHApOMY TakoX BapiaOenbHUH. JJaHUX Ui BCTAaHOBIICHHS
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MPOTHO3Y Ille HEJOCTaTHBO, alle BiIOMO, LIO JIETAIbHUH KiHElb HacTae
yepe3 3-30 pokiB BiJ MOYATKy peecTpallii mepmx KIiHIYHUX MPOSIBIB.
MosxnuBa tpanchopmaris cuaapomy MERRF y cunapom MELAS,
SKHH  TaKoK  CIOpPUYMHEHHH  JeeKTOM  MIiTOXOHAPIalbHOrO
IUXaIbHOTO JaHIora. Kputepii niarHosy: MaTepUHCHKHA THI
yChaJKyBaHHS;, TOYaTOK 3aXBOPIOBaHHA y Bimi 3-65 pokie; [ITHC —
MIOKJIOHYC, aTaKCis, JEMEHIlid y TMOEIHAHHI 3 HEHPOCEHCOPHOIO
[JIYXOTOI0, aTpO(i€rd 30pOBHX HEPBIB, MMOPYIIEHHSAM TJIHOOKOT
YyTIUBOCTI, TIOMIpHE IIiJBUINEHHS piBHA Oilka B  JIKBOPI;
HexocTaTHICTE 1, 3, 4-r0 KOMILIEKCIB AuxanbHoro janmora; EEIT —
TeHepaTi30BaHI KOMIUIEKCH «CHaWK-xBuib», EMI — mepBuHHO-
M'si3oBui TN ypaxeHHs; KT — arpodist Mo3Ky, neiikoeHnedanonaris,
KanpiuGikaiis 0a3anpbHUX TaHIiiB (iHOJAI); — «pBaHi 4YepBOHI
BOJIOKHA» B OionrTaTax CKEJIETHHUX M'A3iB; — IMPOrPECHBHHI IepeOir.
HudepentiianbHy MiarHOCTHKY MPOBOJATH 3 IHITMMHU TPOTPECHBHUMHU
MiOKJIOHYC-€erTienciaMu (xBopo6oro Tore, CHHAPOMOM MIOKIOHYCA 3
HHUPKOBOIO HEMOCTATHICTIO Ta 1H.), XBOpOOaMHM HaKOITHYCHHS
(xBopoOa Kpa00e), 3 iHIIMMH JUCTCHE3ISIMH MO3KY.

Cungpom MELAS (MmiToxoHpianbHa eHIeaaonaTis, JTaKTrar-
anuao3, IHCYJb-TOMOMIOHI emi3oam). Ymepine WOro BHIUIHB Y
HO30II0Ti9HO camocTiiiny dopmy S.G. Pavlakis 3i criBast. y 1984 p. B
ocHOBI marorenesy cunapomy MELAS nexare TOukoBi MyTarii
MTAHK (y Hykmeorumax 3243, 3271), mpudomy icHYe KOpEJSIlis MK
CTyIeHeM MyTaIllil i XapakTepoMm mepediry 3axBoproBaHHS. IMOBipHO,
IO JUIA TIPOSIBY 3aXBOPIOBAHHS HEOOXiJHE HAKOMWYEHHS IIEBHOI
kimpkocti mytanTHOl MTJHK (56-95 %), omHak B omHii ponuHi pigko
HapOKYIOThCA 2 AWTHHHU 3 KIACHYHUM BapiaHToM xBopoOu. Ileprmi
O3HAKU 3aXBOPIOBAHHS 3 SBISAIOTHCS, K TpaBmwio, y 6-10 poki
(imoBipHi BapianTu Big 2 1o 40 poki). [o mposiBy xBopodu 90-100 %
XBOPHX  PO3BHBAIOTHCS  HOPMANbHO. YacTHMH  IOYaTKOBHMH
KIIHIYHAMH CHMIITOMaMHU € CYJOMH, PElUIAWBHUN TOIOBHUH Oilb,
OmoBaHHsA, aHopekcis. OmHMM i3  BaXJIMBUX  CHMIITOMIB
MITOXOHJpiaJlbHOI ~ MAaToNOrii €  HeMepeHOCHMICTh  (hi3UYHHX
HaBaHTaXeHb (pi3Ke TMOTIPIIEHHS CaMONOYYTTs, MOsSBa M’ S30BOI
cmabkocri, Mianrii). [HCymbTomomiOHI  emi3omu  TPOSBISIFOTHCS
pPELMAMBHMMHM HamaJaMH TOJIOBHOTO OO0, 3araMOpOYCHHSM,
PO3BUTKOM BOTHUILEBOT HEBPOJIOTTYHOT CHUMIITOMATHKH,
KOMaTO3HHMH CTaHaMU. [[pHUMHOI0 TaKMX METa0ONIYHUX 1HCYNBTIB €
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rocTpa HEAOCTATHICTh EHEPTeTHYHUX CYOCTPaTIiB y KIITHHAX, & TAKOX
BHCOKAa YYyTIMBICTH CYIOWH MO3KYy /O TOKCHYHHMX BIUIUBIB.
[poBokaliiiHIMN YMHHUKAMHU € JIMXOMaHKa, IHTepKYpeHTHI 1H(eKil.
CymoMu — TakoX OJMH i3 TOJOBHMX MaHI()ECTHHX CHUMIITOMIB
cuaapomy MELAS, omHak BoHM nyke BapiaOenbHi: (okaabHI
MApOKCH3MH, TeHEpali30BaHI TOHIKO-KJIOHIYHI HAamaad, MiOKJIOHiI.
Taki eminenTu4Hi Hamaad PpE3UCTEHTHI 10 AHTUKOHBYIBCAHTHOI
Tepanii. 3 mepebiroM XBOpPOOW PO3BUBAETHCS JEMEHIis. MoiuBe
ypaKeHHS EHJIOKpUHHOI (I[yKpoBUH mia0er, rimonapaTHpeo3) i
CEepIEBO-CYIMHHOT  (TIepe/CepAHO-IIIYHOUKOBA 0JIOKaaa) CHCTEM.
Takox Bi3HAYAIOTh HU3BKOPOCIICTh, IMOPYIICHHS 30Dy, aTpodiro
30pOBHX HEPBIB, JIMXOMaHKY, MO30YKOBHW CHHIPOM, CHHAPOM
Bonbda-Ilapkincona-Baiita, mnopylieHHss ceprieBoi MPOBIAHOCTI,
MPOTPECUBHY 30BHIIIHIO O(TaIbMOIIIErifo, IyKpoBUil miaber. VY
xBOpHX 13 cunapomMoM MELAS Big3HavyaroTh 101aTKOBE ypaXkeHHs 1 i
4,314;1,314; 1, 2,3, 4 koMIUIeKCiB quXxajabHOro janitora. [lepedir
XBOPOOH IMPOTrpecHBHMU. 3a PaHHBOTO IMOYATKY XBOPOOM Iepedir
Oimpm  3mosikicHWi.  Kpurepii giarHo3y: MaTepUHCHKHN  THII
ycmaaKkyBaHHs; BiK Manigecramii — 10 40 poKiB; MirpeHenoaiOHui
TOJIOBHUHM OUTh 13 HYIOTOIO 1 ONIOBAaHHSIM; IHCYJIBTOMOMIOHI €ITi30/IH;
CyIOMH; ¥ KpOB1 — JIaKTaTaIlMA03; y Cedi - opranigda anumaypis; KT —
KabpIudikamis 0a3alpbHUX TaHIIIiB; HAsSBHICTh «PBAaHUX YEPBOHUX
BOJIOKOH» y OiomTaTax CKeeTHHX M'A3iB; MPOTPEeCHBHUM mepedir.
Cunapom MELAS cmim  mudepeHmioBaTH 3 IHIINMH
MITOXOHApPIaTbHUMH ~ XBopoOamu, cuHapomMoMm Jles  (migrocrpa
HEKpOTH3WBHA  cHIedayonarTis),  OpraHiYHAMH  alHICMIiIMU,
TOMOIMCTUHYpi€r0, cuHapoMoM Dabpi, BpOmKEHIMH BaJaMH CEpILs,
CYIUHHUMH aHOMAITisIMH.

Hemnernii abo mymmikarii ainsHOK MiToxoHapianeHoi JJHK.

Cunnpom Keprca-Ceiipa Bnepire onrcano B 1958 p. mig Ha3zBoro
IIICMEHTHUW PETHHIT, NPOTrpecCMBHA 30BHIMIHS O(QTaabMOIUIEris,
moBHa Onokama cepus», ane genemis mt/I[HK Oyma BusiBieHa 3a
JIOTIOMOT'OI0 MOJIEKYJISIPHO-TEHETHYHUX AOCIiKeHb numie B 1989 p.
Ax 1 Bei MTX3, cuHApoM Mae HEMEHACTIBCHKHM XapakTep
yCIaJIKyBaHHsS Ta BHCOKY YacTOTy CHOpagudHuX Bumaiakis. Lle
MOSICHIOETBCSL JIBOMa MOMEHTaMmH: Benuki nepeOynosu wMTJHK
BiOYBalOTbCA MICHS 3alUTiIHEHHS SUNEKIITHHH 1 BHSABISIOTHCS
TOJIOBHUM YHMHOM y COMAaTUYHHX, a HE CTaTEBUX KIIITHHAX, OBOIIUTH,
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mo mictate nenenii Mt/IHK, 3me0inbiioro He 3maTHI 0 PO3BUTKY
emOpioHa. 3aXBOPIOBAHICTh HE 3aJIGKHUTH BiJl CTATi, Bik MaHi(ecTamii
cTaHOBUTH 4 - 18 pokiB. Y KiIiHIYHIN KapTHUHI XapaKTepHa Tpiaza
O3HaK: IMOYAaTOK 3aXBOpIOBaHHS y Bili no 20 poOKiB; MporpecuBHa
30BHIIIHS 0()TaIbMOILIETIs; MirMeHTHUH peruHiT. 1le onHa 3 o3HaK —
nepecepAHO-IUTYHOUKOBa OJI0Kafa cepls, MO30YKOBHH CHHIPOM,
MiZIBUIICHHS PiBHS OUTKa y COMHHOMO3KOBiH pimuui (moHax 1 r/m).
[ITo3, 1K MpaBWIIO, CHMETPUYHUI 1 OlaTepainbHHIL; pyX OYHHX SOITyK
pi3ko oOMexeHni. YacTo 3HUKYETBCSI TOCTPOTa 30pY, HA OYHOMY JIHI
BUSIBIISIIOTH MIFMEHTHY TpaHylsiliro. Moke po3BUHYTHCS IUILIONIS,
IO HE KOPUTYEThCI  AaHTUXOINIHECTE-pa3HUMH  IperapaTami.
MionatTuyHuii CHHAPOM BH3HAYAIOTh 4epe3 KilbKa PpOKIB MiCis
BUHUKHEHHs1 mrTo3y. OOmuudst crTae TinoMiMiyHUM, HaOyBae
MacCKOIOAIOHOTr0 BHUIUIAY, 3MIHIOETbCS TEMOp Trojiocy, BHHHKAIOTh
YacTi TONepXyBaHHs, BTOMIIIOBAHICTh i Yac TPUBAJIOi PO3MOBHU. Y
pa3i (Qi3MYHUX HaBaHTaXXEHb MOXKYTh PO3BHUBATHCS MiallTii, Kpamiii,
MIOTOHII, IHTEHIIIHHUN Tpemop. Bim3HavaroTh emizogwm KOMH
BHACNIIOK  METa0ONIYHMX  TOpYyIIeHb. EHIOKpWHHI  po3iann
BapiabenpHi (TIHEKOMACTis, TIMOrOHATWU3M, IYKPOBHH  miaber,
TIepabIOCTEPOHI3M, TilmonapaTupeo3, AehiluT TOPMOHY POCTY).
MoXyTh BiAMIYaTHCHh Ki(pOCKOI103, KPaHIOCHHOCTO3, MeTadizapHa
IMCIUIa3isg, TOpPYLIEHHS eMallereHe3y, YpaKeHHS HHUPOK 3a THUIIOM
HUPKOBOTO TYyOymsipHOTO amuaoly abo cuHapomy ne Tori-IleOpe-
QdankoHi. IMOBipHI JBa BapiaHTH PO3BUTKY CHHAPOMY — MOBHHH Ta
HenoBHUU. [loBHWIT BapiaHT BKIIOYAE XPOHIYHY MPOTPECHBHY
30BHIITHIO O(TAIBMOILIETII0, MITMEHTHUN PETHHIT 1 TepencepaHo-
LUTYHOUYKOBY Osiokany. HemoBHHMIA, y CBOIO Uepry, MOAIISIOTH HA /B
BapiaHTH. Jlo MepmIoro BiTHOCATH XPOHIYHY MPOTPECUBHY 30BHIIIHIO
oprampMoruIerito Ta Miomarito cnagHoro tumy. Jpyrmit  Tan
XapaKTepU3YEThCS JIMILIE 130IbOBAHOK) XPOHIYHOK MPOrPECHBHOIO
30BHINIHBOI0 O(PTAIBMOILUIETIEI0, BUSBIAETHCS PIIKO, Mae Ti3HIN
mouatok. [lepebir 3axBoproBanHs mporpecuBHUA. Kpurepii miaraosy:
MTOYATOK 3aXBOPIOBAHHS — Y Billi 4 - 18 poKiB; MO30YKOBUH CHHIIPOM 3
IHTEHIIMHUM  TPEMOpPOM; 3HIDKEHHS IHTEJEeKTy; HNpOrpecHBHA
30BHINIHA O(TaIbMOIUIETIS; MIrMEHTHUH PETHHIT, 1HOMI JHILIOINIS,
MepencepaHO-IUIYHOUKOBa  OJoKaza cepus; piBeHb Oinka Yy
CHIMHHOMO3KOBIM pinuai noHan 1 r/m; EEI — Hecnenudiuni 3MiHu;
EMI' — nepBunHO-M's30Buii Tl mopyuieHHs; KT — arpodist kopu
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TOJIOBHOTO MO3KY, JeiiKoeHuedanonarisi, Kanbuudikatu Oa3aibHUX
TaHIJIiiB; Y KPOBi BiIMI4alOTh IMiABUILECHHS BMICTY allaHiHY, 3HI>KEHHS
3arajibHOrO KapHITHHY, (QONi€BOi KHCIOTH, JIAKTary, IipyBary;
HAsBHICTh «PBAaHMWX YEPBOHMX BOJIOKOH» Yy Oiomrarax M's30BO1
TKaHuHU. [ludepeniianbay MiarHOCTHKY IOTPIOHO TIPOBOIUTH 3
iHmUME ~ QopMamMM  TPOTPECHMBHHMX  MiOMaTiif, a Takox i3
3aXBOPIOBAHHSMH, 1110 MIOETHYIOTHCS 3 IITO30M (MiacTeHis, AlabeThnyHa
nojiiHeBponatisi, cuHapoM  Tonoza-XaHrta, odTaabMOIUIEriuHa
MITpEHB).

Cunpapom I[lipcona. Yrepme ommcaB y 1979 p. H.A. Pearson i3
CMIBaBT. MiJ Ha3BOW «pedpakTepHa cimepobOnacTHa aHeMis 3
BaKyoOJi3ali€l0 KITHH KICTKOBOTO MO3KYy Ta E€K30KpUHHOIO
TUCYHKIIED MIUDIYHKOBOT 3ajo3u». CHHAPOM  3yMOBJICHHI
neneniero MTIHK. ImoBipHa ¢eHoTnnHA TpaHchopMallis CHHIPOMY
[Mipcona 3 cunapom Kepuca-Celipa BHacHiIOK TKaHHHOCTEHDIIHOT
MITOXOH/piajibHOI reTeporiasMmii. Kputepil giarHosy: mo4aTok
3aXBOPIOBAHHS — BiJi HApPOPKEHHSA a00 B IEpIN MICSI JKUTTS,
TIIOIJIAaCTAYHA ~ aHEMis,  TOPYIIEHHS  C€K30KpUHHOI  (QyHKIIil
MIJIUTYHKOBOI 3aJI03M; B OKPEMHUX BHIIaJKax — cHIle(haoMiomnaris,
aTakcisg, JEMCHIS, WPOTPECHBHA 30BHIMNTHSA  O(TaIbMOILIETIS.
CunapoMu MHOKHHHHX Jenerii mitoxonapianpaux JIHK. Ymepmre
MHOKWHHI JieJielii BUSBIEHO Yy XBOPHX 3 aBTOCOMHO-IOMIHAHTHOIO
MIPOTPECUBHOIO 30BHIITHBOIO o TaTBMOIIJIETIETO, 110
XapaKTepU3yeThCSl CIIAOKICTIO M'SI3iB  KIHI[IBOK, OiIaTepallbHUMU
KaTapaKTaMH, TIEPEIIacHOI0 CMEPTIO. TparuistoThest Aerertii 6araTbox
TUISTHOK MITOXOHJIPiaJIbHOTO T€HOMY, BHACIIIOK YOTO 3aXOILTIOOTHCS
Benmnki  ¢parmentn wMtJHK. Muoxkwuani  genmemii  mTJHK
YCIIAZKOBYIOTBCS 332 MEHIETIBCHKMM THIIOM, BOXHOYAC MHOXHMHHI
nenerii BUSABISAIOTE 1 B poanHax 0Oe3 HAsSBHOCTI aBTOCOMHO-
JOMIHAHTHOTO YCHAAKyBaHHSA. 3 OMNIAY Ha TEHACHLID 10
30LTBIIEHHS. MHOXXKMHHHX JIENelil 3 BIKOM, CIIiJI BpaXxOBYBaTH, IIO
BOHHM MOXYTh OyTH BTOPHHHUMHM LI0/I0 Ipouecy crapinHa. CHHIpoM
MHOKuHHUX Aenenid MTJHK npossiserscs 3a3Buuait y 30-40 pokis,
OIJHaK MOXX€ po3nouaTucs 1 B auTsdomy Biui. Cepex KapIuHAIbHUX
CUMITOMIB XBOPOOHW BHIUISIOTH OYHI (TIPOTPECUBHHUIA IITO3, 30BHIIIIHS
oranpmoruteris, odrampmonape3) i M's30Bi (M's30Ba  CIIAOKICTh,
CTOMJIIOBaHicTh,  rinotpodis). Yacom  BiA3HAYAIOTH  TAKOX
MIOTJI00IHYpPit0, HEMEePEeHOCHUMICTh aJIKOTOJNI0, MHOXHHHI MIiOMH,
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aeKTUBHI po3iaav Ta iH. Y KpOBI BU3HAYAIOThH IIJBUIICHHS PIiBHS
JaKTaTty, 3MiHy CIIBBITHOIIEHHS JIaKTaTy/MipyBaTy, IOCHUJICHHS
aKkTHUBHOCTI  KkpeaTHH(ocdokiHazu.  Ilepebir  mporpecuBHUiA,
BapiaOenbHUI y PI3HUX poAMHAX. Y pa3i Mi3HBOrO PO3BUTKY (3-5
JeKana JKUTTs) XBopi BMmHparoTh y Bimi 40-50 pokiB. OCHOBHOIO
MPUYMHOK CMEPTi CTarOTh AMXaNbHI posnaiau. Kpurepii miarxosy:
OsedaponTos, 30BHINIH odTaabMoIUIeris; M's30Ba ciadkicts; [THC —
HEHpOCeHcopHa TyXxoTa, aTpodis 30pOBHX HEpPBIB; MPOrPECHBHUI
nepedir; y KpoBi — NiJIBHINEHHS JaKTaTy, 3MiHa CIiBBIIHOIICHHS
JaKTaTy/mipyBaTy, IiJBUIIEHHS AKTUBHOCTI KpeaTHH(OCPOKiHA3M;
(eHOMEH «pBaHHMX YEPBOHMX BOJOKOH» VY OiomTarax CKeleTHUX
M's3iB; EMIT — HeBpanbHHMH THN ypasKeHHS; 3HIDKCHHS aKTHBHOCTI
(hepMEeHTIB JMXaIbHOrO JIAaHI[FOTra B 0lonTaTax M's130BOT TKAHUHH.

2.1.5. [puHIMNIH JTIKyBaHHS MITOXOHPOIIATIH.

1. lietnyni 3axomu. 2. JlomaTkoBe BBENEHHS KOPAKTOPIB, sIKi
OepyTh y4acTh B CH3MMHHUX peaKIlisiXx eHepreTHYHoro oOMiHy (TiamiH,
pubodaBid, HIKOTHHAMIJ, JIMOIBAa KHUCIOTa, OIOTWH, KapHITHH). 3.
[IpusHauenHss  mpemapaTiB, 3AaTHUX  3MIMCHIOBATH  (PYHKIIIIO
TIEPEHECCHHSI CJIEKTPOHIB Y AuXanbHOMY JIaHIo31 (Bitaminn K1 1 K3,
ackopOiHoBa kwuciora). 4. 3MEHIICHHS JIAKTaT-alUua03y MIITXOM

CTUMYJIATIIT AKTHBHOCTI MITOXOHPiaIbHIX dbepMeHTiB
(muxnopanerar, 2-xmopmpormioHar). 5. IlomepemkeHHS KHCHEBO-
paTuKaILHOTO YIIKOIKEHHS MITOX OHAPiaTbHAX MeMOpaH

(ackopbinoBa kucnota, Bitamin E). 6. CummromarwdHe JiKyBaHHS
(mTyyHa BEHTWIALIS JIereHb, NEPUTOHEANBHHH [Miami3, TeMo
TpaHcy3ii, BHYTPIITHROBEHHE BBEICHHS PO3YMHIB cOaM Ta iH.). 7.
BuxitoueHns mpemapariB 1 Tpomenyp, 34aTHHUX  IHTiIOyBaTH
SHEepreTHYHnii MeTabomizM  (TpemapaTtd BaJNBIIPOEBOI  KHUCIOTH,
OapOitypatu, xiopaMdeHiko).
2.2. OdopmieHHs pe3ynbTaTiB MPaKTUIHOI poOOTH

1. 3anoBHUTH TAOJIHIIO:

IIpuunna
BUHUKHEHHS

Ne Hozosnoris Kiiniuanii mposi

Heiipoodransmonaris
JlebGepa

2. | Cungpom MERRF

3. | Cunapom MELAS
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4. | Cungpom Kepnca- Celipa

5. | Cunapom Ilipcona

3. BupoOneHHs nmpakTHYHUX HABUKIB
BMiTi 0OTpyHTYBaTH UpPHUYMHU TOSBU 1 PO3BUTKY pI3HUX THIIIB
MITOXOH/IPiONaTii.

4. [uTaHHs A7 KOHTPOITIO 3aCBOEHHS TEMH
1. 3aranpHa XapaKTEPUCTHKA MITOXOH/IPiaTbHOI ATOJIOT .
2. Knacuikarist MiTOXOHIpiaJbHUX XBOPOO.
3. MiToxoH/piajbHa ClaKOBICTb.
4. 3arayibHi TPUHIIMIY JTIAaTHOCTUKYU Ta JIIKyBaHHS MITOXOHJPiaIbHOT
MATOJNOT].
5. MitoxoHpianbHi ~ XBOpOOW, IO  3YMOBJIEHI  MyTallisiMH
MiToxonpiaiapaoi JTHK.
6. Kiinika, reHeTWka, JiarHOCTHKa, Teparlis cuHapoMy KepHca-
Cetipa.
7. Kitinika, reHeTHKa, JiarHoCTHKa, Tepartis cuaapomy MELAS.
8. Kininika, reHernka, IiarHocTrka, Teparmis cuaapomy MERRF.
9. Kitinika, reHeTrka, TiarHoCTHKa, Teparis cuaapomy Jlebepa.
10. Kuinika, reHeTHKa, AiarHOCTHKA, Teparis cuuaapomMy [lipcona

IMNPAKTUYHE 3AHSTTS Ne 7

Tema. Bpomxeni Bamm po3Butky. Kiacudikaris, eriomoris,
JIarHOCTHKA Ta MPpodilakTHKA.

Buj 3aHATTA: NpakTHYHE.

AkTyanbHicTh Temu: [IprmanHamu BpomkeHnx Bajn po3BuTky (BBP)
MOXYyTh OyTH pi3Hi (haKTOpH: CHAJKOBi, €K30T€HHI 1 OaratodakTopHi
(mynpTudaxTopiansHi). Jlo cmaakoBux (akToOpiB, SKi BUKIUKAIOTH
BBP BimHOCATBCA: TeHHi, XpOMOCOMHI 1 reHOMHI MyTtaiii. J{o
30BHINIHBCEPENOBUIIHUX — pi3Hi (axTopu ¢iznuHoro (ioHi3yroua
pamiamis), XiMiqHOTO (KM, MAJIHHS, AJTKOTONb, Ae(IlUT BiTaMmiB i
MIKpOEJIEMeHTIB), Olomoriunoro (KpacHyxa, IIUTOMETaJIOBIpyC)
xapakrepy. Bci i ¢akropm MaroTh Ha3By TepaTOreHiB, 00 BOHH
MOIIKO/KYIOTh  KIIITHHY Ha paHHIX CTagiax emOpiorenesy abo
BUKJIMKAIOTh MyTalii B HUX.

58




Cepen 30BHINIHIX MPUYWH, MIO CHPHUSIOTH PO3BUTKY MPUPOMKEHUX
BaJ, HacamIiepes Tpeda Ha3BaTHU MPOrpecyrove MOTIPIICHHS eKOJoril
(3a0pyaHEHHs TOBITPs, BOAWM Ta 3€MJII BIiIXOJAaMH IPOMHUCIOBOL
JUSUTBHOCTI JTFOJAMHU TOIIO ).
Haiibinpmy ponbp y TreHe3l Baa pPO3BUTKY BiAirparoTh Qi3uuHi
YHUHHUKH, OCOOJIMBO PEHTICHIBCHKE Ta PaJiOaKTHBHE OMPOMiHEHHS,
Jeski  XIMiYHI ~ PEYOBMHM, MEIAWYHI TpenapaTd, iHQeKuiiiui
3aXBOPIOBaHHS, ACDIUT aMIHOKUCIIOT, OUIKIB, BITaMIiHIB Ta IHIIMX
MOXUBHUX PEUYOBMH Y JIETI YU OpraHi3Mi BariTHOi, MOPYIICHHS
FOPMOHAJIBHOIO 0ajiaHCy B il OpraHi3Mi, TiMOKCis, MEXaHIYHI BIUIMBU
HA TUTiT TOIIO.
Cain 3a3HaYMTH, IO XO0UY BaJH PO3BUTKY MOXKYTh BUHUKATH MPOTITOM
YChOI'0 BHYTPIIIHBOYTPOOHOIO Iepioay, aje HaiyacTilie BOHHU
YTBOPIOIOTHCSI B TaK 3BaHiI KPUTHYHI IEPIOJU, KOIH 3apOJIOK JTyKe
YYTJIIMBMH 10 MIKIJJIMBUX areHTiB cepeposuia. Lle mepmm 6 THXHIB
eMOpiorenesy (BaJy KiHIIS 2-TO TYDKHS IIBOTO TEPiojy HECYMICHI 3
JKUTTSIM; BaJd, 1110 BUHUKAIOTh Ha 3 - 6-My TH)KHI, IIEPEBAKHO CYMICHI
3 JKHTTSM).
MeTta 3aHATTS: BMIiTH KiIacH(iKyBaTH BpPOJKCHI Bagd PO3BHUTKY,
3HATH NPUHIUIIN Ta METOIH NPEHATAIbHOI NIarHOCTUKY CIIAJKOBUX Ta
YPOIDKEHUX  3aXBOPIOBaHb, BMITH TPOBOAUTH  MPO(DITAKTHKY
BPOIKEHHX Ball.
3micT TeMu:
1. BpomkeHi Bau pO3BUTKY.
2. Knacuikaris BaJi po3BHUTKY.
3. Etiomnorist Basi po3BHUTKY.
4. BpomxeHi Bai pO3BUTKY CEpPIISl i MariCTpaIbHUX CyIUH.
5. AHOMaIiT pO3BUTKY OpraHiB CEY0CTATEBOI CHCTEMH.
6. Bpomxeni Bagu po3BUTKY LIEHTPaJIbHOI HEPBOBOI CHCTEMH.
OO0sagHaHHsA [JJIs1 TPOBEAeHHS 3aHSATTA: HABYalbHI TaOMHII,
METOIMYHI MaTepialy.
InTerpaTtuBHi 3B SI3KH TeMH: MaTepiayl JaHOI TeMH IIOB’sS3aHUN 3
BHBYEHHSIM OKpPEMHX pO3JUIIB MeNW4HOi Oiomorii, ricTonorii,
MaToJNOriYHOI aHaToMii Ta (i3ioNorii..

Xin 3aHATTA:
1. KonTponbs BHUXiZHOrO pPiBHA 3HaHb CTYICHTIB 3 JaHOi TeMH (Ha
OCHOBI IIepeiueHNX MUTAHb 3MICTY TEMH )
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2. [lpakTnyHa yacTuHa
2.1. XapakTepucTuKa eTamniB poOOTH
Tabmuus 2. Ilepemik  OCHOBHHUX  TEpMiHIB,  IapaMerpis,
XapaKTePUCTUK, SIKI TTOBHUHEH 3aCBOITH CTYIEHT NPH IMiArOTOBII JI0
3aHATTSL:

Ne Tepmin BusnauyeHHs

e ¢GaxTopu HABKOJIHMIIHBOTO CEPENOBHUIIA,
SAKi MOXYTh BHUKIMKATH eMOpiOHaIbHUHA

1. Teparorenu
nucMopdorenes, 110 3aBEPIIYETHCS
(hopMyBaHHSIM BaJy PO3BHUTKY.
.. | CTIiKI 3MIHM B CIIQAKOBOMY Marepiai
2. T"ameromarii A y P

CTaTeBUX KIIITHH “‘ramer”.

ypaxeHHs Ojactonuctd (IO  MOMEHTY
3. | bmacronarii | 3akiHYeHHs npoOyieHHS - mepur 15 JHIB
IICJIS 3aIUTIAHEHHS ).

XBOpOOU eMOpioHa y MMPOKOMY PO3YMiHHI,
SKi BUHHWKAIOTH y Tiepion eMmOpioreHesy (B

4, EmO6pionarii . . ) .
nepion Bix 16-To MHS IMICIS 3aruTiMHEHHS 10
KIHITS 8-TO THKHS).
KO/DKEHHST Iuioma (Big 9-ro THXKHS 1O
5. deronartii YIIKOX xR (Bin t
3aKiHYEHHS TIOJIOTIB).
mopdororiuauit  gedhekT  KITHH  abo
TKaHUHHUX CTPYKTYp B pe3ynbraTi
6. Jucnmasis TEHETHUIHO (abo OHTOT'CHETUYHO)

JIETEPMIHOBAHOT'O MOPYIICHHS
g epeHITitoBaHHs KITHH a00 TKaHWH.

aHaToOMiuHe  TmopymeHHs  ¢opMu  abo
MOJIOKEHHSI OpraHy abo YacTWHU Tila B
7. | Hdedopmamist | pe3yibTari 30BHINIHIX, YaCTillle MEXaHIYHUX,
BIUIMBIB Ha  Tung  Oe3  MOpyIIeHb
eMOpioHanbHOI AudepeHITiFoBaHHS.

oc BIUIMB OJHOTO TI'€HAa Ha Q)OpMyBaHH

8. | IlnetioTpamist | .
KUIBKOX O3HAK.

2.1.1. BpomxkeHi Bay pO3BUTKY.
Bagu po3BuTKy — L€ NPUPOMKEHI BIOXWIEHHS 3a MexXi
HOPMaJIbHUX BapiaHTiB y aHaToMiyHid OymoBi (Qopmi, posmipax,
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4yucial) TKaHMH Ta  OpraHiB  JIIOOWHH, fAKi  37e0UIBIIOro
CYNPOBOMXKYIOTHCS TIOPYILICHHAMH iX QYHKIIH YM HABITh 3aTPOXKYIOThH
KHUTTE3NATHOCTI OpraHi3aMy. BuIl CTymeHi NpPUPOIKEHUX Baf
PO3BUTKY 0araThOX OpraHiB Ta CHCTEM OpraHi3My Ha3WBalOTh
BUPOJIMBICTIO. BUBYEHHsI MOXO/KEHHsI Ta MATONOTIi BaJ CKIaaae
OKpeMy IUCIMILUIIHY MEAWYHOI HayKH — TepaToisorito (rp. teratos —
4yIOBUCHKO, |0g0S — MOHATTS, BUCHHs). Baay po3BUTKY — MOMIMPEHUI
BHJl TATOJNOrii, NUTOMa Bara sKOro B 3arajibHid MHOMYJSIl
KOJINBAEThCS B PI3HMX KpaiHaX, 3a manumu BOO3, Bix 2,7 no 16,3% i
Ma€ TEHCHIIII0 B OCTaHHI ACCATUPIYYS IO POCTY.

2.1.2. Knacudikarrisi Bajg po3BHTKY.

IcHye BenmMue3Ha KUIBKICTH Bajl, K BHIUMHX, TaK 1 HCBUIUMHUX,
MopdosioriyHoro Ta OioximMiuHOro xapakrepy. Jlo KomrereHiii
XIpypriB HaJIe)KaTh MOPQOIOTIYHI BaJJi MAKPOCKOITIYHOTO THITY.

3a JIoKaJTi3aIli€ero B OpraHi3Mi BaJild MOXKYTh OyTH MOIUICH] Ha:

1. 30BHiMIHI;

2. BHYTPIIIIHI;

3. KOMOiHOBaHI YM 3MilIaHi.

3a KUTBKICTIO BaJ| Y JIIOAWHHM X JUIATh TAKUM YHHOM:

1. BaaM ITOOMHOKI - OPTaHHI YU CUCTEMHI,

2. BaJld MHOXXHMHHI - OpraHHi Yd CHCTEMHI;

3. BaJIM OJTHOTO OpPTaHI3My Ta BaJii IBOX OPTaHi3MiB.

3 KIHIYHOI TOYKH 30py, Baad YacTO KIACH(IKYIOTBCS TaKOXK
BIIMOBIMHO MO aHaToMO - (Di3i0JOTIYHOTO MOMLTY OpraHi3My Ha
CUCTEMH, TUITHKY Ta opranu Tina (Baau LITHC, Bagu opraHiB TpaBHOTO
KaHally, Bagyl CEYOBHAUIPHOI CHCTEMH, BaAWd OOIMYYS, BaIW IIKIpH
TOIIIO).

Y OCHOBI TMOXOJDKEHHS BaJl JIeXKaTh PI3HOMAaHITHI MOPYIIEHHS
MIPOIIECIB Ta PO3BUTKY TKAHUH 1 OPTaHiB, a came:

1. arenesis Ta amasig — MOBHA BiICYTHICTh OpPTaHa;

2. rinoruta3is — HEIOCTAaTHIA PO3BUTOK MacH OpraHa, OKPEMHX
Horo yacTuH abo BCHOIo TijIa;

3. mpupomKeHa rinepTpodis opraHa 3a pPaxyHOK 30UTBIICHHS
rioro 06'eMy ab0 KiJIbKOCTI KIITHHHOI MacH;

4. rerepoTortisi — HASIBHICTh KOMIUJIEKCY KJIITHH, YaCTUH TKaHUH
a0o0 opraHa B TKaHMHAX UM OpraHax;

5. exTomis Ta AUCTOMIsI — HEHOpMaJbHa JIOKaJIi3allisl OpraHa;
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6. cTeHO3 — B3BYXKEHHs JiaMeTpa KaHaly 4Yd [OPOKHUHU
JIeTEHEeBOI apTepii, CTpaBOXOAY, KUIIKH TOLIO;

7. aTpesist — 3apOIICHHS OTBOPIB UM KaHANIB OPTaHiB;

8. Hepo3IieHHsT oOpraHiB YW OpraHi3MiB  (CHHAAKTWIISL —
3pOIIECHHS MajblliB);

9. nmepcucTyBaHHs — 30€pEKEHHS IICIs HAPOPKEHHS MPOTOK, SIKi
3BHYAHHO (YHKIIOHYIOTH JHIIEe B eMOpioHampHHI mepion (BiAKpUTa
apTepiajbHa MPOTOKA MK AOPTOIO Ta JIETCHEBOIO apTePIErD);

10. moBOEHHS OpraHa Ui YacTHHH HOro;

11. inBepcis po3TamIyBaHHS OpraHa 4YM OpraHiB YHACHiJOK
MOPYIIEHHS MPOIECy MOBOPOTY iX;

12. 3ynuHKa 3pOIIEHHS MapHUX CErMEHTIB opraHa 4u OOKiB
(kpaiB) emMOpioHaNBPHUX TPYOOK, KaHAJTIB, TIOPOKHUHU; TepeadacHe
3apOCTaHHS YU 3aKPUTTS IOPOXKHUHHM TiJIa, OTBOPIB OPraHiB TOIIO;

13. aTaBi3mM — mosiBa y JIOJUHH TKAHUHHUX CTPYKTYp Y MiCIIfX,
Jie BOHHU € y TBapHH.

2.1.3. ETiosnoris BaJi pO3BUTKY.

3ajeKHO Bim eriojiorii IpHpOmKEHI Bagd PO3BUTKY YMOBHO
IUTSITh HA TPH TPYIH: CHAAKOBI, eK30reHHi Ta MyJbH(paKTOpiaabHi.
Bci gncnenHi eTionoriyHi YMHHUKA BaJ PO3BUTKY MOXKHA PO3AUTATH
Ha JBI TPyIHM - CHAOTCHHI Ta ek3oreHHi. Jlo rpymm eHmoreHHuX
YUHHHUKIB ~ HaJeXaTh: MyTalii CIAAKOBHX CTPyKTyp. ['pymy
€K30reHHUX YMHHHUKIB CKJIaJaroTh: (hi3WUHI, XiMIU4HI Ta OIi0JOTivHi.
Cepen 30BHIIIHIX MPHYMH, IO CHPUSIOTH PO3BHTKY MPHUPOIKEHUX
BaJl, Hacammepen Tpeba Ha3BaTH MPOrpecylode MOTIPIIEHHS €KOJIOTil,
HEe3aJJ0BUTFHUI CTaH JOBKULIA (3a0pyTHEHHS MOBITPS, BOIU Ta 3€MIIi
BiIXOAaMH TIPOMICIIOBOI MIisSUTBHOCTI JIOMWHU Tomio). HaiOimpiry
PO y TeHe31 BaJ PO3BUTKY BiirparoTh (i3WYHI YHHHUKH, OCOOIMBO
PEHTTEHIBChbKE Ta paJiOaKTHBHE OMPOMIHEHHS, JMdeski XiMiuHi
PEYOBUHM, MEIUYHI IperapaTd, iH(eKIiiiHI 3aXBOPIOBaHHA, Ae(iluT
aMiHOKHCJIOT, OINTKiB, BITaMiHIB Ta 1HIINX TMOXUBHUX PEUYOBHH Y II€Ti
Yl Oprafi3Mi BariTHOI, MOpYIIEHHS TOpMOHaJIbHOrO OajaHcy B il
OpTaHi3Mi, TIMOKCis, MeXaHi4Hi BIUIMBM Ha IUTJ TOMIO. 3 XIMIYHHX
YUHHHUKIB OCOOJIMBO TEPATOreHHUM BBAXKAETHCS CTHIIOBUI CIHPT.
barato iHmmMX XIMiYHHX CHONYK (CallilMiIaTH, aHTHMETaOOIiTH,
LUTOCTATHUKH, 1HCEKTHLUAN, OKCHIAHTH, CIIOJYKH apceHy, XpoMy
TOLIO), cepeA SAKUX OaraTo 1 MEAWYHMX TMpenapaTiB (HApKOTHKH,
TPaHKBii3aTOpH, TOPMOHAJBHI IpernapaTd TOIIO), TEX 3IaTHi
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COPUYMHHUTH TOPYLIEHHS PO3BUTKY Iutoga. YwcieHHi iHdekuiini,
0COONIMBO  BIpYCHI, 3aXBOPIOBAHHS TaKOX CTalOTh MPHYHHOIO
po3BUTKY OaraThox Baj. Cepen HMX Taki iH(EKIiHI 3aXBOPIOBAHHS,
SIK TPHII, Kip, KOPOBa KpacHyXa, TOKCOIJIa3MO03, elmiieMIYHHi TapOTHT
Ta TENaTUT, peBMOKapANT Ta iH. HeiHdekiiHi 3aXBOpIOBaHHS MaTtepi,
SKI CYMpPOBO/UKYIOTHCS PO3BUTKOM Y HEI TIMOKCEMii, 3yMOBIIOIOYH
TIMOKCII0 TUI0/a, CHPUSIOTH PO3BUTKY B Hboro Ban. [lapuianbHi
dbopMu TONMIOMYBaHHS, 30KpeMa JedilUT aMIHOKUCIOT 1 OLIKiB,
BiTaMiHIB, MOXYTh OyTH MPHYMHOI PO3BUTKY Baj, O0COOINBO
HepBOBOi cucTeMu. Clifl 3a3HAYNUTH, IO XOY BaJH PO3BUTKY MOXKYTh
BUHHUKATA MPOTATOM YChOI'0 BHYTPIIIHHOYTPOOHOTO Tepiomy, aie
Haifuacrile BOHM YTBOPIOIOTBCS B TaK 3BaHi KPUTHUYHI MEPiOJIU, KOJIH
3apoJIOK JIy’Ke€ YyTIIMBHU 70 INKIJUIMBUX areHTiB cepepopumia. Lle
nepuri 6 THXHIB eMmOpioreHe3dy (Baayl KiHISI 2-TO THXXHSA IOT'O
nepioAy HECYMICHI 3 JKUTTSAM; BaJH, 1[0 BUHUKAIOTh Ha 3-6-My THXHI,
MEPEeBAKHO CYMICHI 3 KHTTSIM).

2.1.4. BpojpkeHi BaJy PO3BUTKY CEPIls 1 MariCTpajibHUX CYIUH.

BpomxkeHni Bamu cepus € OIHIEIO 3 TIOMMPESHUX aHOMAJIH
PO3BUTKY, BOHH cTaHOBIATH 30 % Bim umcna BCiX Banx. 3a JaHUMU
BOO3, cepenm HOBOHAPOMKEHUX KUIBKICTH JITE€H 3 BPOMKECHUMU
BajaMu cepusd CTaHOBUTH Omm3pko 1 %. B VYkpaini miopiuno
HapomKyeThes 4,5-6 THC. JITEH 3 MaTONOTIEI0 cepist. Y POmKeHi Baan
Cepls  XapaKTepW3YIOThCS  AHOMAJisIMH  PO3BUTKY  cepms 1
MaricTpaJlbHUX CyJUH BHACIIIOK MOPYIIEHHSI eMOpioreHe3y B Mmepion
2-8 TH)KHIB BariTHOCTI Ha TJIi CHaAKOBOI (ITOJIr€HHOI) CXUIBHOCTI ITij
BILUTUBOM HECTIPUSATIIMBUX (PAKTOPIB 30BHIMIHBOTO (BipycH, TOKCHYHI
PEYOBMHM) 1 BHYTPIITHHOTO (MPOAYKTH 3MIHEHOr0 OOMIHY PEYOBHH)
cepeloBHIIA.

Knacudikamis ypomkeHnx Baj cepls yTpyIOHEHa 1 JKOmHA He
Moke OyTH BHU3HAHOIO TIOBHICTIO 3aJ0BiMbHOM. Kiacudikaris
mpocdecopa B.P. BypakoBcbkoro:

1. Baau i3 cKuIoM KpOBi 31iBa HAIIPABO:

a) nedexT MKIUTYHOYKOBOT IIEPeropo/IKy;

b) nedekt MixnepeacepIHOl eperopoiky;

C) BijKpHTa apTepiajbHa MPOTOKA.

2.Bamu i3 ckuagoM KpoBi crmpaBa HaNIBO 13 apTepiaibHOO
riMnoKceMi€lo:

a) terpana (nenrana) damno;
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b) TpaHcmo3uLis MaricTpaIbHUX CYIHH;

C) CHHPOM TiMoruIasii JIIBOro cepirs.

3. Baau 3 mepenmko/10t0 KpOBOTOKY:

@) CTEHO3 JIEreHeBol apTepil;

b) crenos aoprw;

C) KoapKTaIfist a0pTH.

Biokpuma apmepianvna npomoka. Bana nonsrae B 30epeKeHHI
HE3aKPUTOIO TICIS HApPOMKEHHS AWTUHH MPOTOKH MiX aopTOI Ta
JISTEHEBOO apTepieto (00TaI0BOT MPOTOKH).

Bana ximiHIYHO TMOYMHAE BUSBIATUCH IEPEBAXKHO B IIKUIBHOMY
Billl. 3’SIBJIAIOTBCS 3aJUIIKa Il YaC BUKOHAHHS (DI3MYHUX BIIpaB,
BIJICTABaHHS B POCTI, MaJia PE3UCTEHTHICTh 10 iH(eKIil Toro. Jedekr
JIETKO J[IaTHOCTYEThCsl (i3UKanbHO. [OMIOBHOIO O03HAKOI HOro €
TOJIOCHUH CHCTOJIONIACTONIYHUAN (TaKk 3BAaHUW MAalIMHHUKA) IIyM Y
ceplli HaJ yCi€r HOro MoBepxXHEr, 0COOINBO Y Ipyromy Mixpedep’i
s3mia  Bim  rpyauHn. Cepue  30uUibiieHe  momipHo.  [Ipum
peHTrenorpadiguHoOMy JOCTIIKEHHI CIOCTEPIraroThCs PO3IMIHPEHHS
JIETEHEBOT'O CTOBOYpa.

Bama mpu3BOAWTh M0 MiABUINICHHS THCKY B JICTEHEBiH aprepii,
TinepTeH3ii B MayioMy Koji KpoBooOiry ta rimeptpodii i po3mupeHHs
MpaBoOro MUIYHOYKA. 3a YMOBHM PAaHHBOI JIaTHOCTHUKUA IO BaxIy
BHJIIKOBYIOTh XIpYpPTiYHUM IIIISIXOM — MEPEB’SI3YIOTh MPOTOKY 3 JBOX
KIHIIIB Ta IHKOJU TIepePi3yIOTh Ti.

Koapxmayis aopmu — Baja HU3XITHOI YaCTHHU TYTH aOpPTH, IO
MoJsira€ B 3BYXKEHHI 1i. XapakTepu3yeThCS PI3KUM  MiABUIIEHHIM
CHCTOIIIYHOT'O THCKY y BEPXHIX BigfilaX Tina (TOJOBa, TPYAH, BEPXHI
KIHIIIBKM) 1 TIOCHJIEHHSM KpPOBOITOCTaYaHHS Ii€i YacTHHHU Tijda Ta
PI3KMM 3HIDKEHHSM THCKY 1 KPOBOIOCTaYaHHS B HW)KHBOMY BiIUIii
Tina (YepeBHa MOPOKHMHA Ta HIDKHI KiHIIBKH). [lymbc Ha HIDKHIX
KiHIIIBKaX c1a0KWUi, HEJOCTATHHOTO HAIOBHEHHS a00 BiICYTHIH.

bine y HWKHIX KiHOIBKaX. Takuii mepepo3moail  KpOBi
NPU3BOJMTH JI0 MOCHJICHOTO PO3BHTKY IUICHOBOIO IOSICA JIFOJJMHU
(mmpoki Tutedi, 1o0pe PO3BHHEHI M’S13M) 3 HEMOCTATHIM PO3BUTKOM
HIKHBOI YaCTHHH, 30KpeMa HIDKHIX KiHI[IBOK (BOHH CaOKi, M3 iX
MOTaHO PO3BHHYTI). XBOPi CKapKaThCSA Ha TOJIOBHUIN OUTh Ta OHIMIHHS
B HIDKHIX KIHI[IBKax 1 Omimicte iXx mmkipu. @Di3ukamsHO Baja
BUSBIISIETHCS PI3KUM CHCTOJIYHMM LIYMOM Ha aopTi Ta rineprpodieto
JMBOro ULUTyHOYKa. 3a CBOEYACHOI MIarHOCTHKM BajJa YCIHILIHO
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JMKy€eTbCA XIPYpPriYHUM HUISIXOM — PE3EKIIi€l0 3BY)KEHOI YaCTHHH
aoptd 3 mTpsAMUM aHacToMo3oM (1-2 cM 3ByKeHHs) abo X i3
3aCTOCYBaHHSM TUIACTHKH.

PinkicHOO Ballol0 PO3BUTKY aOpTH € IMOABOEHHS 1i JyrH, siKe
CIPUYMHIOE KOMIIPECiIO Tpaxei Ta cTpaBoxony. JIikyeTbest Xipypriuo.

Hepexm  midcnepeoceponoi  nepecopooxu. Ilpu Takii Bami
CIIOCTEpIraeThcsl BUKUJ KPOBi 3 JIIBOTO B IpaBe Iepeacepis. Yke B
MOJIOZIOMY Billl PO3BHUBA€ThCA CeplieBa HENOCTATHICTh YHACHTIJOK
MOCUJIEHOTO JIET€HEBOr0 KPOBOIUIMHY 1 TMEPEBAHTAXKEHHS IPABOTO
NUTyHOYKa. XBOpi  3aauxaroThed. JlikyaHHs 11X Tonarae B
XIpyprivHOMY 3aKpHUTTi AeeKTy Ha BIIKPHUTOMY CepIli IPU MTYIHOMY
KpOBOOOIry.

Hegpexm midcunynouxosoi nepecopooku. Ilpu 1l Baai KpoB
HAJXOJMThH 3J1iBa HANpaBO — 3 JIIBOIO IUIYHOYKA, JI¢ THCK KpOBI
BHCOKHWH, B IIPaBHH, B IKOMY THCK KpoBi HIK4YHid. Lle mpu3BomuTh 110
rimepreH3ii B JiereHeBill aprepili 3 TOJANBIIUM  PO3BUTKOM
HEJ0CTATHOCTI IPaBOro MITYHOYKA 4epe3 IMepeBaHTaKEHHS ioro. Y
XBOPUX BUCIYXOBYETbCS CHUCTONIYHMN IIYM B TPETbOMY-UETBEPTOMY
MiKkpebep’i 3miBa. Cepre 30imbmeHe. CympoBOMKYETHCS 3aAHIIKOIO,
0cOo0IMBO Imifg Yac (I3MYHONO HABAHTAXKCHHS, CEPLUEOUTTAM Ta
IIBUAKOO BTOMOK. Benuki gedekTr Ta KOMOIHOBaHI 3 IHIIMMH
BaJlaMH cepIiisl MoTpeOyIOTh omneparii B paHHbOMY Billi (5 - 6 poKiB).

Tempaoa @anno. Mopdonoriuny OCHOBY WHOro CKIAIAlOTh
CTEHO3 JIeTeHeBOi apTepii, CTEHO3 BUXOAY 3 MPABOro IUIYHOYKA,
BHCOKHI1 IepeKT MIKIUTYHOYKOBOI MEPEropoAKH, 3MIIIEHHS BIIPaBO
(mexcTpomno3wuiisi) a0pTH Ta rinepTpodis mpaBoro nuryHouka. [Ipu it
BaJi B JIETEHI BHACTIIOK CTEHO3y BHUXOAY 3 MPaBOr0 ILIYHOYKA
MOTpAIUIAE Ty’Ke MaJlo KPOBi, IO 3yMOBJIOE TimokceMiro. Kpim Toro,
yepe3 AedeKT y meperopori Mixk NITYHOYKAMH 3MIITYETHCSI BEHO3HA
KpOB 3 apTepiaibHOI, M0 MOTIHOIIOE TIMOKCeMito. Y HiTeH 3 Mi€ro
BaJOI0 CHHIOUIHMH KOJNIp ILIKIpH, CIIOCTEPIraroTbcs HPUCKOPEHE
CepueOnTTs Ta IUXaHHS, PICT 1 PO3BUTOK iX 3aTpUMYyeEThcsa. B mosi
HABKOJIILKKA XBOPHUM JIETLIE JUXaTH. BHCIyXOByeThCs rpyOuit
CUCTOIIIYHUI IIyM Yy TpPEeThOMY-ueTBEpTOMY Mikpebep’i 3miBa Bif
TpyOVHHM, TpylIHa KIiTKa JedopMOBaHa, Maibli MalOTh BHIJIAL]
OapabanHux mnanuuok. Ha pentreHorpami cepue wmae ¢opmy
«JepeB’sHOro 4Yo0iTKa» — 3amaJia 30Ha JIereHeBoi apTepii Ta migHsTa i
3a0KpyrjieHa BepxiBKa cepus. I[IpoBomsTh XipypriuHy KOpEKILio
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nedekTy, dYactime JaBoeranHy (Mepmmui  eTan — HaKJIAJaHHS
aHACTOMO3Y MDXK JIET€HEBOIO apTepi€l0 BUILE BiJ IUISHKH 3BY)KCHHS 3
OJIHI€IO 3 TUIOK a0PTH, MMEPEBAKHO MiTKIIOYMYHOIO, a uepe3 1-2 poku
JIKBIAYIOTh PaJUKaIbHO yCi eIEMEHTH BaJIH ).

2.1.5. Anomautii po3BUTKY OpraHiB c€40CTaTEBOI CUCTEMHU.

He wuucnenni Bamu. Cepeq Bag HUPOK  3yCTPIiYarOThCS
HEIOPO3BHUTOK (Timomuiazis) ofHiei 4um 000X HHUPOK, IX EKTOMis
(macromis — Ta30Ba, 3IyXBHHHA), 3POIICHHS HHUPOK MK COOOIO
MOJIFOCaMH, YacTillle HIKHIMH (TT1IKOBOMOAIOHA HUpKA), MOJBOEHHS
HUPKH YH CEYOBO/IIB, MOJIKICTO3 HUPOK TOIIIO.

Barato 3 mwmx Bajg COpHUAIOTH PO3BUTKY 3amajbHUX Ta
IUcTpoiuHMX  TIpoLEeciB, 30KpeMa  MIENTy, MieJOoHePPUTY,
cedoKaM’sTHOT XBOPOOH.

2.1.6. Bpomkeni Bagu po3sutky [THC.

[lepemuacHe  3akpUTTS  TEPEAHLOTO  KIHIA  Heporopu
MPHU3BOAUTE JIO 3YMIHHKHA PO3BUTKY TOJNIOBHOTO MO3KY — aKpasii Ta
aHentedanii (BIICYTHOCTI yTBOPEHHS deperma Ta MO3KY). Jlo TSHKKuX
BaJ PaHHBOTO TIEPiOAYy eMOpioreHe3y HalleKaTh TAKOXK ITUKIIOMIS —
HasIBHICTh Ha 1e()OpPMOBAHOMY Ueperri OAHiel opOiTH 31 3MUTHUMH Ta
HEIOPO3BUHYTUMH OUYHHMH SOJyKaMd B HIH 1 HocoM y dopmi
MapocTKa IIKIpH HaJ OKOM. 3aTpUMKa B Yaci 3aKPHUTTA TEPIHBOTO
KIHIII HEPBOBOI TPYOKH CYIPOBOKYETHCS HE3APOIIEHHSM KiCTOK
gepera Ta BUXOIOM dYepe3 KICTKOBHM JeeKT MO3KOBOi TPIIKI.
OcTaHHS MOXKE CKIIaIaTHCS JIUIIE 3 0OOJIOHKK MO3KY (M’SIKOi) 1 MaTh
(hopMy TPHKOBOTO MIIIIKa 3 YEPEITHO-MO3KOBOIO PITUHOIO (JIIKBOPOM)
B HBOMY — Taka TpKa HAa3WBAE€ThCI  MEHIHTOLENE Ta
rizpoMeHiHromene, abo BKIFOYATH TAKOXK 1 MO3KOBY TKaHHUHY — TOJI
BOHa HasWBaeThCcs eHmedarnomnene. Mo3koBi Trpmwki OyBaroTh
TepeBaYKHO 3aJHi, MOTUJIMYHI, piAle — mepenHi, JIOOHI, sIKi BUXOIATh
HaJ[ OCHOBOIO HOCa 9M Oifisl BHYTPIIIHBOTO KyTOYKa OKa. Baam uepemna
Ta TOJIOBHOT'O MO3KY MOXYTh TaKO)X 3YMOBIIFOBATHCS IEpeIIaCHUM
3pPOMICHHSM MDK COOOI0 YEpemHHMX KICTOK — 3aKPUTTSAM OJHOTO YU
0araThOX dYepernHo-MO3KOBHX MIBiB (Craniosynostosis). Ile Beme 10
nedopmarii geperna (Mmikpomedanii Ta okcuredaiii) Ta MopymeHHS
(hyHKIIIT MO3Ky TOJIOBHUM YHHOM dYepe3 Tinpouedarito (IiBHIECHHS
TUCKY JIKBOPY B MO3KYy Ta uepemi). Mikporedamisi BUSBISETHCS
MaJMMH po3MipaMH TOJOBU Ta MO3KYy, arpodi€o MO3Ky Ta
posTsrHeHHsM Horo jikBopoMm. Cepen Baj yepena Ta MO3KY 3HA4HE
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MiClle HaJIGKUTh MPUPOMKEeHIH rigpouedanii. O3HAKH MPUPOIKEHOT
rinmponedarnii: 30i1bIIEH] pO3MIpH TOJOBH, MIMPOKO BIIKPUTI TiM SUKa
Ta IIBU 4epemna, pi3K0 PO3LIMPEHI BHYTPIIIHHOMO3KOBI HMUTYHOUKH 3
BEJIMKOIO KUTBKICTIO B HUX JIIKBOpY. JIikyBaHHS Tigpouiedarnii momisrae
B paHHill onepallii IIyHTyBaHHS JIIKBOPHOI CHCTEMH UYeperna B YepeBHY
MOPOKHUHY. Y pa3l 3aTpPUMKH 3aKpPHUTTS KayJdadbHOro KiHISA
eMOpioHabHOT HEPBOBOI TPYOKM MOXKE BHUHHUKATH PO3MICTUICHHS
XpeOETHOro CTOBIIA Ha BCiMl WOro BifICTaHI, B OO0l SKOTO JIKUTh
He3aKpuTa HepBoBa Tpybka, abo ok wmiemonene (myelocele).
Memninromene (meningocele) — e BUIMUHAHHSA dYepe3 JOKaIbHHIA
JIe(eKT y XpeOeTHOMY CTOBIII Ta TBEPii MO3KOBIH 00O0JOHII M’SKOT
OOOJIOHKM CIIMHOTO MO3Ky B (OpMi TyXHps, HAIOBHEHOTO
CIIMHOMO3KOBOIO PIIMHOI0, MiJ MIKIDYy — Ta MEHIHIOMIEIoLese
(meningomyelocele) — me BunmHanHS uepe3 aedekT XpedETHOro
CTOBIIA SIK M’SIKOT OOOJIOHKHM CITTHOTO MO3KY, TaK i caMOro MO3KY i
mKkipy. YacTuM BapiaHTOM BaJ XpeOETHOro CTOBIA € TaK 3BaHMIA
NPUXOBAaHUH CIIHATBHUM [3padi3M, UM MPUXOBAHE PO3IIEIIICHHS
xpeberHoro crosma (Spina bifida occulta), skuit monsrae B medexTi
Iy’KOK XpeOETHOT'0 CTOBIA B IOIEPEKOBO-KPMKOBOMY BT HOTO,
3aKPUTOMY CITOJIYYHOIO TKaHWHOIO (0e3 BHUIMMWHAHHA OOOJIOHKH
CIIMHHOTO MO3KY Ta MO3KY). L{fo BaJy BUSBISAIOTH BUIIQAKOBO.

2.2. OdopmIieHHs pe3yabTaTiB MPAKTHYHOI pOOOTH
1. 3anoBHUTH TaOIUIIO:

Bpokeni Baay po3BUTKY ceplis i CYUH Y JIOAUHI

No

. Bana po3Butky OnTo(hiToreHeTHYHa 3yMOBIIEHICTh

BincyTHicTe  penmykimii  mpaBoi
1. |AopranbHe KinbIle aptepii IV 3s0poBoi nyru i KopeHs
A0pTH crpasa.

2. |Koapkrarmis aopta

3. |Terpama ®amno

Binkputa aprepianbHa
POTOKa

5 Hedext mixxnepencepanoi
" |meperopoaxu
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6 JHedexT MDKILTYHOUKOBOT
" |meperopoaku

3. BupoOneHHs mpakTHYHUX HABUKIB

3HaTH KiIacudikalilo Baa Po3BUTKY. [loSCHIOBaTH Yy3TrOMKEHICTH
XapakTepy IOpYLIEHb 3 eTanaMu OHTOreHe3y (raMmero-, emopio-,
¢deronaris). [loscHIOBaTH IUICHOTPOIHICTh il TeHIB 1 MHOKHHHUN
XapakTep ypaXkKeHHs MPHU CIAJKOBii nartosorii. [ToscHIOBATH MOHATTS
CHHIpOMY, nedopmarlii, Aucruiasii. BMiT oOTpyHTYBaTH TpPUPOLY
BPOPKEHUX aHOMAaJIiii PO3BUTKY KPOBOHOCHOI Ta CEYOCTATEBOI CHCTEM
JIO/INHU.

4. [uTaHHs A7 KOHTPOJIIO 3aCBOECHHS TEMH:
1. Sk knacudikyroThCS BPOJPKEH] BaJld PO3BHTKY?
2. SIki eHJIOTeHHI PUYHMHHN BUKIIMKAIOTH BPOIDKET BaJld PO3BUTKY?
3. SIki ex30reHHI YMHHUKU BUKIIUKAIOTH BPOJKET BaIU PO3BUTKY?
4. SIxki THNM TIOpYIIEHb EeMOPIOHABHOTO PO3BUTKY BIJIHOCATH JIO
BPOPKEHHX BaJ PO3BUTKY?
5. IIlo Take MepBUHHI Ta BTOPUHHI BaJl PO3BUTKY?
6. SIk mOIiIAIOTh BPOKEH] BaJ PO3BUTKY 32 YaCOM BHHUKHEHHS?
7. SIxi Bu 3HaeTe myrareHu (i3nyHOl IpUpoau?
8. Illo Take cunapoM aedopmaliii Ta CHHIAPOM AUCILIA31I?

INPAKTUYHE 3AHATTSA Ne 8
Tema. PiBHI 1 MUIIXW MPOBEACHHS MPOMPUTAKTHKA CTIIaAKOBHX XBOPOO.
Mennko-TeHeTHYHEe KOHCYIBTYBAaHHS Ta IIPEHaTaIbHA JiarHOCTHKA.
Buj 3aHATTA: 1ab0paTOpHO-TIPAaKTHYHE.
AKTyaJbHiCTh TeMH: 3HAHHS DiBHIB, IIIAXiB Ta (JOPM IIPOBEICHHS
PO LTAKTHKH CTIAJIKOBUX XBOPOO MOMOMOXKE YHUKHYTH HAPOKEHHS
IiTel 3 TSOKKAMH aHOMAiSIMUA TeHETHYIHOT 0 TIoXo pkeHHs. [1lopiuHo y
4-5% HOBOHAPOKEHUX CIIOCTEPIraroThCsl 3HAYHI CIAagKOB1 BalH, sIKi
BEIlyTh JI0 TIOPYIIEHHS 0araTthoX KUTTEBO BXKIIMBUX MPOIIECIB.
Merta 3aHATTA: O3HAHOMHTHCH 3 DIBHSAMH, NUISIXaMH Ta BHIAMH
npo(UTaKTHKH CHAaJKOBUX XBOPOO; BUBUYUTH METOAWKY INPOBEICHHS
MEIMKO-TEHETHYHOI0  KOHCYJIBbTYBaHHS, OPUHIMIIA ~ OLIHKH
TEHETUYHOTO  PH3MKY TPU  MOHOTGHHIM, XPOMOCOMHIH  Ta
iMmyHO(aKTOpiaNbHIM MATONOTIAX; 3’SCYBAaTTH 3arajibHi IOKa3d 0
MPUTAMaHHOI AIarHOCTUKH.
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3MmicT Temu:
1. Buan npoinakTHKK CIaJKBUX XBOPOO.
2. PiBHI Ta NIISIXH TPOBENCHHS MPOQITAKTHKH.
3. ®opmu npoiNaKTHIHUX 3aXO/iB.
4. MeaMKO-TeHETUYHE KOHCYJIBTYBAaHHS SIK BHJ CIICLiaIi30BaHOI.
MEIUYHOI JOITOMOTY HACEIEHHIO.
5. [IpenaranpHa AIaTHOCTHKA SIK METOJ NPO(ITaKTHKH.
6. [Ipocitotoui mporpamu Ta iX CyTHICTb.
OO0gagHaHHSA [JIsi TPOBENEHHS 3aHATTA: HaBYaJIbHI TaOMMIII,
METO/INYHI MaTepiaH.
InTerpaTuBHi 3B’SI3KM TeMHU: MaTepiajd JaHOi TEMHU MOB’S3aHUMA 3
OKpPEMHUMHU PO3JILIaMu
Giomorii, 6ioximii, TicTonorii Ta 6Giogizuku

Xin 3angarTs:
1. KoHTponb BHUXIZIHOTO PIiBHA 3HaHb CTYJEHTIB 3 JaHOi TeMu (Ha
OCHOBI TIepeIiYeHnX
IMUTaHb 3MICTY TEMH).

2. [IpakTuyHa yacTuHa
2.1, XapakTepucTHKa eTaIliB poOoTH

2.1.1. MenuKo-reHeTH4Hi acleKTu ciM'l.

Meouxo-eenemuyne KOHCYIbMYBaHHs — CIIEIIai30BaHa MEIMYHA
JOTIOMOTa — HaWOLIBIT PO3MOBCIOHKEHA (opMa MPOPLTAKTHKH
CIIaJIKOBUX XBOPOO.

l'enetnuHe KOHCYJIBTYBAaHHA CKIAAaeThCsl 3 1H(QOpPMYBaHHA
JOJVHY TIPO PU3UK PO3BUTKY CIAJKOBOTO 3aXBOPIOBaHHS, Tepemadi
Horo Harmaakam, Mpo MiarHOCTHYHI Ta TepareBTHIHI Jii.

JocBin poboTH MeauKO-TeHETHYHNX KOHCYJBTAIil MOKa3ye, M0
BEJIMKE YHCIIO 3BEPHEHbB IOB'SI3aHe 3 MUTAHHSIM IPOTHO3Y HAIIA/IKiB, 3
OLIHKOIO TEHEeTHMYHOTO pPHU3WKy. [ eHeTMYHWl pH3UK, IO He
nepesuiye 5 %, po3UiHIOEThCA SIK HU3bKUH, m0 20 % - sK
nigsuieHni 1 moHax 20 % - Ik BUCOKHI.

KoncynbpTyBaHHS 3 TpuMBOMY TMPOrHO3Y HAIQJKIB MOXHA
PO3IUTUTH Ha JBi BENWKI TPYIMU: MPOCHEKTUBHE i PETPOCIIEKTHUBHE.
[IpocniekTriBHE KOHCYJIBTYBaHHS - 1€ HaWOUTbII epeKTUBHUI BHI
PO ITAKTHUKH CIIAJKOBUX XBOPOO, KOJHM PH3UK HAPOPKEHHS XBOPOI
JUTHHA BHU3HAYAETHCS M€ O HACTAHHS BAriTHOCTI YM HA PaHHIX il
eranax. Y IbOMY BHNAAKY HOAPYXOKS, HallpaBiieHe Ha KOHCYJIBTAIIIIO,
HE MAa€ XBOPOi IUTHHH, ajie iCHye NMEeBHUH PU3MK 11 HAPOIKEHHS, IO
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IPYHTYETbCA Ha NaHWX T'eHEAJOriYHOro AOCIHiIKEHHS, aHaMHE3y YH
nepediry IaHOi BariTHOCTi. PeTpocrekTHBHE KOHCYNBTYBAaHHS - 1€
KOHCYJIbTYBaHHS IIOJIO 3/I0POB'Ss MalOYTHIX AiTEH Micis HapOIHKEHHS
B POJIMHI XBOPOI TUTHHHU.

3asoannsn meouxko-eeHemuuHo20 KOHCYIbMYBAHHSL:

1. BctaHOBNIGHHS ~ TOYHOIO  JIIarHO3y  NPHUPOKCHOTO YU
CIIaJIKOBOT'O 3aXBOPIOBAHHSI.

2. BuzHaueHHs TWNy YCHaJKyBaHHS 3axXBOPIOBaHHS B JaHiH
POIHHI.

3. Po3paxyHOK BeNMYMHHM PU3WKY TIOBTOPEHHS 3aXBOPIOBAHHSA B
POIHHI.

4. TlosicHeHHsT 3MICTy MEMUKO-TEHETHYHOTO MPOTHO3Y THUM
JIIOISIM, 110 3BEPHYJIHCS 32 KOHCYJIBTAIIET0.

5. JlucnancepHe  CIOCTEPEKEHHS 1  BHUSABICHHS  TPYIH
MiJBUIIEHOT0 PHU3MKY Cepel  POAMYIB IHAWBIAA 31 CIAJKOBOIO
XBOPOOOIO.

6. [Iponaranga MeEIWKO-TEHETUYHUX 3HAHb Cepel JIKapiB 1
HaCeJICHHSI.

Tloxazanns 0na MeOuKo-2eHeMmuUHO20 KOHCYIbIMYBAHHA!

1. HapomkeHHs ANTHHY 3 TPUPOKEHIMH BaJlaMU PO3BUTKY.

2. BcraHoBlieHa uu Mi03prOBaHa ClaKoBa XBopoOa B POIUHI.

3. 3arpuMKa (Hi3UYHOTO PO3BHTKY YH PO3YMOBA BiJICTANICTh Yy
TATHHU.

4. IToBTOpHI CTIOHTaHHI a00PTH, BUKHUIHI, MEPTBOHAPOHKCHHS.

5. bim3pkocnopimHeH  MUTIo0H.

6. Bik matepi crapiie 35 pokiB.

7. HecipusatnuBi BrumBH (pakTOpiB 30BHINTHHOI'O CEPETOBHINA B
paHHi TepMmiH BariTHOCTI (iH(eKIiliHI 3aXBOpPIOBaHHS, OCOOIMBO
BipycHOI  eriomorii; MacWBHa JliKapchbKa Tepamis; pEHTIeH-
TiarHOCTUYHI MPOIEAYPH; BUPOOHIMYI HIKiITTHBOCT1).

8. Hecnipusatnuswuii mepedir BariTHOCTI.

Emanu meouxo-eenemuuno2o KoHCy16my6aHHs..

KoHCynbTyBaHHS NMOBHHHE CKJIAJAaTUCSA 3 JEKUIBKOX €TaIliB JUIs
TOro, MO0 JKap-TeHETHK MIl JaTH OOTPYHTOBAHY PEKOMEHMAIIiIo i
HiIroTyBaTH JIOJAEH 1O MPaBWIBHOTO CHPHHHATTS nopaau. [Ipm
LBOMY Tepel JiKapeM BHHHMKAIOTb HE TUIBKM TEeHETHYHi, ane W
MOpPaJIbHO-€TUYHI TUTAHHSL.
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Menuko-TeHeTHYHa KOHCYJIBTAIlisl CKIaJa€ThCsl 3 UYOTHPHOX
eTariB: JiarHo3, MPOrHO3, BUCHOBOK, mopajaa. [Ipu npoMy HeoOXxiaHe
BiZIBEpTE 1 JOOPO3UUIMBE CIUIKYBaHHSI JiKapsi- TEHETUKA 3 POTUHOIO
XBOPOTO.

[lepmmii eranm KOHCYNbTYBaHHS TOYHHAETHCS 3 YTOYHECHHS
niarHo3y xBopoOu. Lle Bumarae GJIM3bKOro0 KOHTAKTy MK TEHETHKOM 1
JmikapeM-(axiBieM y rady3i Tiei maroyorii, 0 € MPeaIMETOM
KOHCYNbTYBaHHS  (aKymiep, IemiaTp, HEBpONaTolor Ta  iH.)
[ToyaTKOBUM MOMEHTOM JIarHOCTUKMA € KJIIHIYHUK [iarLos. Y
MEIMKO-TEHETUYHUX  KOHCYJIBTAIliAX  JiarHo3  yTOYHIOOTh 34
JIOTIOMOTOI0 TEHEeTHYHOro aHajiizy (1o 1 BiIpi3Hs€ JiKaps-TeHeTHKa
BiJl iHImIMX (axiBIiB), MMUPOKO BHUKOPUCTOBYIOTH T'E€HEaJOTTYHHH 1
[UTONCHETUYHUIH METOAM, a TaKOX CIeu(piuHI MeToau 010XiMiuHOT
ICHETUKH, SKI CIeIiaIbHO PO3POOJIEH] I AIarHOCTUKU CHAIKOBUX
XBOPOO 1 HE YaCTO 3aCTOCOBYIOTHCS Y KIHIUHIN MPaKTHIII.

Ha ppyromy erami KOHCYNbTYBaHHS 3aBJaHHsI JIKapsi-TeHETHKA
moyisira€ 'y BHU3HAYEHHI PHU3WKY HApOKEHHS XBOPOi JWUTHHHU.
[ToyaTkOBUM MOMEHTOM € POIOBII OOCTEXKYBaHOI pPOAWHH.
'eHeTnuHW PU3WK BHUpaka€ IMOBIPHICTH TOSBU IEBHOI aHOMAIii B
00CTeXYyBAaHOTO YH Horo Ham@aAkiB. BiH BH3HAYaeThCs IBOMA
crocobamMu: ab0  IIIIXOM  TEOPETHYHHUX  PO3PaxyHKIiB,  sKi
TPYHTYIOTBCS Ha TEHETHYHHX 3aKOHOMIPHOCTSX, 200 3a IOIOMOT00
EMIIPUIHUX JaHUX.

Ha Tperpomy erami KOHCYJIBTYBAaHHS JIKap-TEHETHK IOBUHEH
OIATH BHCHOBKY TIPO pHU3HK BHHHKHEHHS XBOpoOM B JiTed
oOcTexxyBaHMX 1 math iM BignoBigHi pekomeHpmarii. Cxiamarodn
BHCHOBOK, JKap BpPaxOBYE TATap CIMEHHOI MATONOTii, BETUYHHY
PU3WKY HapOKEHHS XBOPOI JWTHHW 1 MOpPANBHO-CTUYHHNA OiK
MTATaHHSL.

3aKIrOYHAN eTan KOHCYIbTYBaHHS — TOpaja JiKaps-TeHeTHKa —
BHMara€ HaWOUTBII YBa)KHOTO CTaBJIEHHS. SIK BiJ3HAYAIOTh JesKi
aBTOpH, 0araTo 0OCTeKYBaHUX HE T'OTOBI 10 CIIPHAHSTTS T€HETHYHOI
iHpopmariii. Bci ocobu, 1m0 3BEpTAIOTHCS B KOHCYJBTAIlO, XOYYTh
MaTd JUTHHY 1 YEKAIOTh Bil KOHCYJIbTAHTIB TMO3UTHUBHOI BIATIOBIIi.
Hepinko ix 3amuTu HepeanbHi, OCKUIBKM BOHW HE 3HAIOTh IIPO
MOXIJIMBOCTI ~KOHCYJbTAHTa-T€HETHKa W OWIKYIOTb Bil HBOTO
NpakTU4YHOi jgomoMord. KOHCYNbTaHT-TeHETHK 3aBXAW TMOBHHEH
BpPaxoBYBaTH MOTUBH, SIKUMH MOXYTh KEpyBaTUCS JIOAH (eMOLiIHUI,
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COLiaJIbHO-eKOHOMIYHMUH Ta 1H.), OLIHIOBAaTH IHTENEKTYalbHUH 1
OCBITHIH piBeHb mMOOMHM (TpOOaHIa), TCUXOJOTIYHUH KIiMar y
pomuni. Tiabku 3a 1Ii€l YMOBH BIH MOXE JIHCHO JOINOMOITH
MOJPYAOKIO B aHAi31 cUTyallil. PoquHa caMOCTiIHHO pUiMae KiHIIEBE
pillICHHS.

VY KO’)KHOMY KOHKPETHOMY BUTIQJIKy 32 HasBHOCTI OUIbIlIe OJTHOTO
(akTopa pu3MKy Bci Oanu aomaroThesa. [pyHTyrOuMch Ha OanbHii
OIIHII OOTSDKYIOUMX (PAaKTOpiB, € peajbHa MOXIIMBICTb BHPAaxXyBaTH
CTYITIHb PU3UKY HAPOPKEHHS TUTUHU 3 BaJIaMH PO3BUTKY. [IpaBuiibHe
1 CBOEUACHE BHJIUICHHS IPYNU PU3UKY 3 HACTYIHOIO i1 KOHCYJBTAII€0
JI03BOJISIE 3MEHIINTH YWCIIO HAPOIKEHHS JiTel 3 BaJaMH PO3BHTKY
(Tabm. 3).

Tabmuns 3. Ouinka pisHOMaHITHUX OOTSDKIMBUX (akTopiB (B.A.
baxapes, H.A. Kaperaukosa, 1992)

O0TsDKyr0Ui (haKTopu bamu
Bik 36-40 pokis 2
Bikx monax 40 pokiB 4

KoMIteHcoBaHi peBMaTHYIHI BaJyl CEPIls

3amaapHi 3aXBOPIOBAHHS MaTKH 1 IPUIATKIB, 5
(hiOpoMiomMa MaTKH, KicTa sieqHAKA
CrionTanHuit abopt 2 (3au
KOXKHUT)
HapomkeHHs: AUTHHY 3 BaIaMU PO3BUTKY 4
KposHOCTIOpinHEeHU 1ITI00 3
3arposa nepepuBanHst 10 10 THKHIB BariTHOCTI 1
baraTopa3oBa 3arpo3a nepepruBaHHS BariTHOCTI, 10 3
moyasiacs 10 10 THKxHIB
HesuHotyBanHS 710 35 THXKHIB 4
HesunoryBanHs 36-37 THXHIB 2
[lepenomryBanHs 2
baratoBonas 7
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MautoBois 3

'Ta3oBe nepensyiexanus

Ha choromui TiNbKM He3HA4HE YUCIO pomauH (He Outbmie 10 %),
SKMM TIOTpiOHA TOpaja JiKapsS-TeHEeTHKa, 3BEPTAEThCS 3a TaKOIO
cremiaigizopaHoo  gomomororo. Ilpu  mpomy Oimeme 50 %
HaIpaBJICHMX Ha KOHCYJbTAIlIF0 OCI0 MarOTh HENpaBUIIbHI ITOKa3aHHS
s 11 npoBeneHHsA. Ll HEBIAMOBIAHICT MIX  BEJTUYMHOKO
MOTEHIIIHHOTO KOHCYJIBTYBaHHS 1 3BEPTaHHSAM 32 HHUM IIOB'S3aHa 3
JBOMa 0O0CTaBMHAaMHU: 1) HEJIOCTaTHIM PIBHEM MEIMKO-TCHETHYHHX
3HaHb Yy JliKapiB 1 HaceleHHs; 2) HEJOCTaTHIM pPO3yMiHHIM
opraHizaTopaMH OXOPOHH 3JIOPOB'S 3HAYEHHS MEJUKO- TeHETUYHOTO
KOHCYJIbTYBaHHS SIK METO/Iy MPOMIIAKTHKH CIIAJKOBHX XBOPOO.

Menuko-TeHeTHYHEe KOHCYJILTYBAHHS TIOBUHHO CTaTH CKJIaJI0BOKO
KOMITJIEKCY 3aXOJliB, CIPSMOBAaHMX Ha OXOPOHY 3[0pOB's MaTepi i
JIWTHHY, HAa 3HIKEHHS MPEHATAIBHOI CMEPTHOCTI, TOMY OCOOJIHBOTO
3HAYCHHS BapTO HAJATH WIpONaraHal 3HaHb y Taly3l KIIHIYHOI
TeHETHKH  JUISI ~ NPaKTHYHAX  JHKapiB  aKymIepiB-TIHEKOJIOTiB
HEOHATOJIOTIB, HEBPOIIATOJIOTIB, TEPAIleBTIB, OHKOJNOTIB BakauBuMm
PO UTAKTHIHNM 3aX0JI0OM BUHUKHCHHSI PI3HUX aHOMAJiil y HaIlaaKiB
€ IIUPOKa CaHITAPHO-TIPOCBITHS TIpOIMAaraHjaa SK Cepell JOpOCIOro
HacelleHHs, TaK 1 cepei IMUTTKIB, SKi CTaHyTh POJOHAYAIbHUKAMHU
HOBHX, (Pi3UYHO 1 pO3YMOBO 3/TOPOBUX MOKOIIHb.

2.1.2. IlpeHaTaibHa AilarHOCTHKA CIIaIKOBOI IATONOI1].

[IpenaTanpHa miarHOCTHKA MPUPOIHKEHUX 1 CIAJAKOBHX XBOpPOO —
116 KOMIUIEKCHA Tajdy3b MEIUIIMHHY, SKa MIBUAKO PO3BUBAETHCS, BOHA
BHKOPHCTOBYE i yIbTpa3BykoBY nmiarHoctuky (Y3]l), i omepatuBHY
TeXHIKy (XOpioHOiomci0, aMHIO 1 KOpAOIeHTe3, Oiorciro M'a3iB i
IKipYA TUTONY), 1 J1abopaTopHi Meronu (IUTOreHEeTUYHi, Oi0XiMivHi,
MOJIEKYIISIPHO-T€HETHYH]).

[IpenaranpHa JiarHOCTHKA Mae€ BUHSTKOBO BKIIMBE 3HAYEHHS
MPY MEIUKO-T€HETHYHOMY KOHCYJBTYBaHHI, OCKUTBKH BOHA JIO3BOJISIE
TepelTH Bi BIpOTiIHOTO /10 OJHO3HAYHOI'O MPOTHO3YBAHHS 3]I0POB'S
TUTHHA B POJMHAX 3 TEHETHYHUM OOTSDKEHHSM. Y JaHUM dac
npeHaTajgbHa JAiarHoctuka 3aiicHioeTbess B 1 1 11 Tpumectpax
BariTHoCTi, TOOTO B MEpioAM, KONM Yy BUMAJAKY BHUSBICHHS MaTOJOTii
e MOXKHaA TIepepBaTH BariTHICTh. Ha choroHi MOXIIHBA AiarHOCTHKA
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MPAaKTUYHO BCIX XPOMOCOMHHUX CHHIPOMIB i Omm3bko 100 cramkoBux
XBOpOO, 6i0XiMIUHMH JeeKT NpH SIKUX BCTAHOBJICHUH BIpOTiTHO.

[MuTanHss 1po TMPOBENEHHS TNPEHATANIBHOIO TEepPEepPUBaHHS
BariTHOCTI Ma€ CTABUTHUCSA TUILKH ITIiCIIsI OI[IHKH HACTYITHUX KPUTEPIiB:

1. XBopoba moOBMHHA OyTH JOCHUTH TSKKOW, 100 Oyio
BUITpPaB/IaHE TIEPEPUBAHHS BariTHOCTI.

2. JlikyBaHHsI XBOpOOH IJIOAY HEMOXKIIMBE 1 He3aI0BIIIbHE.

3. PonyiHa, MmO KOHCYNBTYEThCS, MOBHHHA OyTH 3rolHa Ha
MepepuBaHHs BariTHOCTI.

4. IcHye TOYHMIA TECT I MOCTAHOBKH MPEHATAILHOIO AiarHo3y.

5. locuTs BUCOKMH TE€HETHMYHUN PU3UK HECHPUATIHNBOIO
pe3yabTaTy BariTHOCTI.

[pu opranizaiiii i pO3BUTKY CUCTEMH MPEHATAILHOI JiarHOCTUKA
MOBHHHI BUKOHYBaTHCcs HactynHi ymoBu (H. I1. boukos, 1997):

1. liarHocTHYHI TpoLeAypH TOBWHHI OyTH Oe3rnedHi Jyist
3JI0POB'st MaTepi 1 IOAY.

2.Yacrora yCKJIIagHEHb BariTHOCTI MICIs  MpeHaTalbHOL
NiarHOCTUKM HE TOBHMHHA IIOMITHO IIiJBUIIYBATHUCS 31 CIOHTaHHUM
piBHEM, TOOTO MpoIleaypa HE IMOBHHHA IiABHINYBaTH HMOBIPHICTH
BTpATH IUIOAY BiZIpa3y UM MICis 1l MPOBEACHHS Y BiITAJICHUMA TTEPio]I.

3. Jlikapi, 110 BOJOIIIOTh TEXHIKOI MPEHATAIBHOI JIarHOCTUKH,
MIOBUHHI 3HaTH HMOBIPHICTh IIOCTAHOBKH IICEBIO- IO3UTHUBHHUX 4YH
TICEBIOHCTATUBHUX [IarHO3iB, IHITAMH CJIOBaMH, IIOBHHHI J00pe
3HATH OOMEXEHHS METOY.

4. IlpenaranbHa AiarHOCTUKA IIOBUHHA BKJIIOYATH /1BA €TAIIN:

TepIINA  eTalm — BHUABJICHHS OKIHOK (TOYHIIE, POIWH) 3
MiABUIICHUM PHU3UKOM HECHPHUSTIMBOIO B T'CHETHMYHOMY IUIaHi
pe3yIbTaTy BariTHOCTI MPU MEAWKO-TEHETHYHOMY KOHCYIIbTYBaHHI 9n
MIEPBHHHOMY OOCT®XKEHHI YCiX BariTHUX, y TOMY UHCH 3
BHKOPHCTaHHSM METO/IIB MTPOCIBAI0YOi JiarHOCTUKH;

IOpYruil eram — BJAacHE IpeHaTajbHA MAIarHOCTHKA. AHAai3U
MPOBOAATHCS TUIBKH JKIHKaM, 10 MAIOTh (PAKTOPH PU3HKY.

5.'pyma ¢axiBmiB 3 mpeHaTanbHOI MiarHOCTHKH (aKyIIep-
TIHEeKOJIOT, JIiKap-TeHETHK, JIiKap-Ia0opaHT-TeHETUK) MOBHHHI 3HATH
TiarHOCTHYHI OOMEXKEHHsS METOAy He B3arami, a B IXHIH BIIacHIii
nabopatopii.

6. 'pyna ¢axiBuiB MOBMHHA CYBOPO JAOTPUMYBATHCS CTaHIAPTIB
Ui Tpouenyp 1 J1a0OpaTOpHHX aHali3iB, 3IMCHIOBATH IOTOYHUIA
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KOHTPONb SKOCTi POOOTH, a TaKOXX MaTH CTATHCTHKY 3aBEpILCHHS
BariTHOCTEH 1 po30KHOCTEH AiarHO3iB (KOHTPOJb micis abopTiB 4M
ITICIISE HAPODKEHHS ).

Tokazanus ons npeHamanbHoi OiaeHOCMUKU.

1. Bik marepi Bu3Ha4eHu# y 35 poKiB.

2. HasBHicTh y pOAMHI MONEPEIHBOI TUTHHH 3 XPOMOCOMHOIO
MaTOJIOTIE0, Y TOMY YHCII1

i3 cunapoMoM JlayHa (mornepeiHiii aHeyCOMIK).

3. [lepedynoBu 6aTbKIBCHKUX XPOMOCOM.

4. HasiBHICTh y pOIMHI 3aXBOPIOBaHb, YCIIaJKOBYBAHHX 3UEIJICHO
31 CTaTIO.

5. Cunapom ¢parizbHol X-XpOMOCOMHU.

6. ['emornoGiHoNaTii.

7. [TpupomkeHi TOMIITKA MeTabomi3my.

8. Pi3Hi crniasikoBi 3aXBOPIOBAHHS, IO JIATHOCTYIOTHCS METO0M
3uerienHs 3 JJHK- mapkepamu.

9. lledexTrt HEPBOBOI TPYOKH.

10. Inmi  mokasaHHS  JUISI  IUMTOICHETHYHOI  IMPEHATaabHOI
JIarHOCTHKH.

Tneasusni memoou 0ocaiodicenHss 6 NPeHamanbHil 0iaeHOCMuYi.

AMHIOITEHTE3 — TPOKOJ ILIOIOBOTO MiXypa 3 METOI0 OJIep’KaHHS
HaBKOJOIUTITHOI PIAMHA 1 3NymeHWX KIITHH aMHIOHy IUTofa.
JiarHocTnyHe 3HAa4YeHHA METOAY HE BHKIHKAae CyMHIBiB. Llg
mporeaypa 3aiiicHioeTbess Ha 15-18 TwkHAX BaritHOCTI. Pu3uk
YCKJIAZHEHb BAriTHOCTI P aMHioeHTe31 cTaHoBUTS 0,2 %o.

AwmHIOLIEHTe3 pOONIATh Yepe3 O4depeBHHY A KoHTpoiem Y3/l,
mo0 He TMOMKOAWTH IUIANeHTy. TakoX MOXIUBUN MiXBOBUI
aMHIOIIEHTE3, alle TAKUH MiIXiT 3aCTOCOBYEThCS PiAKO. 3 aMHIOTHYHOL
MMOPOXKHUHU 3a0upatoth 8-10 M piguaA. 3 0i0XIMIYHHUX TOKa3HHKIB
piAMHH TIMBKM KOHIEHTpamis anbda-derompo- teiny (ADII) €
miarHOCTHYHO 3HaunMMol0. PiBeHr A®II icTOTHO MigBUIIYETHCS MPHU
aHOMAJIisIX HEepBOBOI TPYOKH 1 JedexTax MepeqHbOi YepeBHOI CTIHKH.
OCHOBHMM JKEPEJIOM JiarHOCTUYHOI'O MaTepiaxy NpH aMHIOLEH- Te3i
€ KIIITUHH. X 00O0B'A3KOBO KYJIbTHUBYIOTH (1I€ TpUBa€E 2-4 TWKHI) 1 s
IIUTOr€HETUYHUX, 1 I OIOXIMIYHHMX  JOCHIIKEHb.  TUIBKH
MOJIEKYJIIPHO-TEHETHYHI BapiaHTH JarHOCTHKH 33 JIOIIOMOr'OI0
nojiMepa3Hoi JAaHLIOTOBOI peakuii He BHMAaraimTh KyJIbTHBYBAaHHSI
KJIITHH.
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Kopnmomentes, TOOTO B3ATTS KpOBI 3 TNYNOBUHH, CTallkd
BUKOPUCTOBYBAaTH IIUPIIEC MICJIs TOrO, K L0 MPOLEAYPY NOYaH
3nificHioBaTH min KoHTpoaeM Y3/l TooTo 6e3 derockomii. [Tpouenypy
MPOBOAATH y TepMiH 3 18 mo 22 TwKHI BariTHOCTi. 3pa3Ku KpOBi €
00'€KTOM Ui LUTOTCHETHYHUX (KYJIbTUBYIOThCS  JTIM(OIHMTH),
MOJICKYJIIPHO-TEHETUYHUX 1 OIOXIMIYHUX METOIIB JiarHOCTHUKU
CHaJKOBUX XBOPOO.

KopoiieHTe3 BUKOPUCTOBYIOTh JIJISl JIIATHOCTUKH XPOMOCOMHUX
XBOpOO, TEMAaToNIOTiYHUX CHAJKOBHX XBOpOO (reMorioOiHomaTii,
Koarysionarii, TpoMOOLUTONEHiT), iIMyHOe]IUTIB, TeMaTOIOTIYHOTO
cTatycy MpH pe3yc-ceHcuOinizalii, BHYTPIIIHLOYTPOOHUX 1HDEKITIMH.
[Iporienypa 3 mnepmoi cnpodu ycmimua B 80-97 % BuUNAIKIB.
[epeBara xoppoieHTe3y B TMOPIBHSHHI 3 aMHIOIEHTE30M MOJSATAE B
TOMY, IO KPOB € 3PYYHIIIHUM O00'€KTOM Ui JOCHI/DKCHHS, HIK
KIIITUHU aMHIOTHYHOT pinHU. JIIMGOIUTH KyIBTUBYIOTHCS IBH/IIIIE
(2-3 mmi) 1 HagiliHilIe, HIK aMHIOIUTH.

bioricis  TkaHWMH =~ TIomAa K MIaTHOCTHYHA  IPOIEmypa
3MIUCHIOETHCS B 2-My TPUMECTP1 BariTHOCTI Tig KOHTposeM Y 3/1.

JIst MIarHOCTHUKHM TSDKKUX CIIAIKOBHX XBOpPOO MIKipH (iXTio3,
emizepMoni3) poOisTh Oionciro Imkipu Iwioma. Jaimi HpOBOIUTHCS
rmaToMop¢oJIoTivHe JTOCITI IDKEHHS (iHOmI CJICKTPOHHO-
MiKpocKomnigae). Mopdooriuai  KpuTepii HasSBHOCTI CITaJIKOBHX
XBOPOO IIKIpH TO3BOJIAIOTH IOCTABUTH TOYHHH IaTrHO3 UM BIIEBHEHO
BIIKUHYTH HOTO.

®erockoris (BBeNEHHS 30HAY W OIJISIA IUIONA) TPU CydacHId
THYYKO-ONITHYHIN TEXHIlll He CKIaJae BEMWKAX TPyAHOIiB. OmHAaK
METO/I BI3yaJIbHOT'O OOCTEXKEHHS TUIOJIA JIJISl BUSIBIICHHS TPUPOIKEHUX
BaJl PO3BUTKY BHUKOPHUCTOBYETHCS DIIKO - TUIBKH TIPH OCOOIHBHUX
MoKa3aHHAX. BiH BUKOpuCTOBYeThCS Ha 18-23-My THXKHSX BariTHOCTI.
CmpaBa B TOMy, IO Mail’ke BCi MPHUPOKEHI Baad PO3BHUTKY, SKi
MOXHA MOOAYUTH 32 JIOTIOMOI'OK0 ONTHUYHOI'O 30H[A, JIArHOCTYIOThCS
3a ponomororo Y3/l 3posymino, mo mponenypa Y3 mpocrima i
Oesmeunima. [lis Qerockomii moTpiOHE BBENEHHS 30HAA B
AMHIOTUYHY TOPOXHHUHY, M0 MOXKE BHKIMKATH YCKJIAJHCHHS
BariTHOCTi. BukumHi BinzHavyaroThes B 7-8 % BUMankiB (peTockorrii.

Heineasueni  memoou  Oocniodcenusi 8  NPEHAMANbHIl
diaenocmuyi.
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OCHOBHHMM HEIHBa3MBHUM METOJIOM MpPEHATaJbHOI AIarHOCTHKH €
yabTpa3BykoBe gociaimkeHss (Y3/1), sike HeoOXiJHO MPOBOJUTH YCiM
BariTHUM. YIIbTpa3ByKOBE CKaHYBaHHS IUIOJA MPOBOISATH HE MEHIIE
JIBOX pa3iB MiJ 4ac BariTHOCTI KOHIH xiHmi. [lepmuii ornsm He
mizHime 15-16 TrxHs, Apyruit — y 25-26 THXKHIB.

SAximo € Oimbln BuU3HA4YeHI TokazaHHsA st Y3J[ (Hanpukian,
nependauyyBaHa PEAYKIlis KIiHI[IBOK IUI0Ja), TO HOro IPOBEICHHS
MokHa mouynHATH 3 13-14 TwxHA. Y3]] BHUKOPHCTOBYETHCS A
BUSIBIICHHS 3aTPUMKH POCTY eMOpiOHa 4 I1JI0/1a, TIOYMHAIOYH 3 6-8-T0
THKHIB BariTHOCTI. MeTo1 MOYKHa 3aCTOCOBYBATH 1 SIK TIPOCIIOIOYNH, 1
sIK yTouHtotoumii. L{e mo3Bossie monepeautu HapopKeHHs 1-3 mitelt (3
1000 HOBOHApO/PKEHHMX) 13 CEPHO3HUMHU TNPHPOIKSHUMH BaJIaMH
PO3BUTKY, 110 ckiagae npubauzno 30 % ycix jgitell 3 Takoro
MATOJIOTIEIO.

2.2. OdopmieHHs pe3yabTaTiB MPAaKTHIHOI POOOTH.

Bumnucatu y 300IMT OCHOBHI 3aBJaHHSI MEIUKO-T€HETHYHOTO
KOHCYJIbTYBAaHHSI Ta OCHOBHI IIOKA3aHHS Ul HallpaBJIeHHs Ialli€eHTa
Ha MEIUKO-TEHETUYHOr0 KOHCYJbTYBaHHs. Bumucatu y 3ommur 3a
SKMMU TPUHIUIIAMU BHU3HAYAIOTh CIAJKOBI IATOJIOrl Ta ajIrOpUTM
NIarHOCTUKM  IpU  IO3UTHUBHUX  pe3yjibTaTaX CKPUHIHTOBOTO
00CTEXEHHS.

3. BupoOiieHHs IPaKTHYHUX HABUKIB.

YMITH TPOTHO3YBaTH CIIaJKOBI 3aXBOpPIOBaHHS y MpobaHma i
Horo poanyiB Ta BUAUIATH POAWHH 1 TPymw oOCi0 3 MiABHINEHHM
PHU3UKOM PO3BUTKY CIIaJIKOBOTO 3aXBOproBaHHS. HaBuurtucs ckiagatu
IJ1aH 00CTEXEHHS KIHOK TPy PU3HKY.

4. IluTaHHA A1 KOHTPOJIIO 3aCBOEHHS TEMHU:

1. [IpodinakTrka CKaAKOBUX XBOPOO, 1i BHIU Ta PiBHI.

2. llInsxu poBefeHHS MPOQLIAKTHYHUX 3aC001B.

3. ®opmu poiTaKTHIHIX 3aXO/IB.

4. Menuko-TeHeTuYHe KOHCYJIbTYBaHHS.

5. [IpenaranpHa giarHoctuka. HeiHBa3wBHI Ta iHBa3WBHI METOIU
MpUTaMaHHI JIarHOCTHKY Ta iX CYTh.

6. CyTHICTb IPOCIIOIOYUX IIPOrpam
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KOHTPOJIbHI IMTAHHS
1. Ilpenmer Ta 3aBmaHHA MenuuHOi reHeTHKH. OCHOBHI eTamu
PO3BHUTKY.
2. Miciie Meau4HOI TEHETHMKM Y CHCTeMI MEIUYHHX 3HaHb,
B3a€MO3BA30K MEIUYHOI T€HETUKHU 3 IHIIUMH KIIHIYHUMHU U MEIUKO-
NpoIAKTUYHUMH JUCIUILTIHAMHU.
3. Ponb BITYM3HSIHUX BUYCHUX Y PO3BUTKY MEIUYHOI TEHETHUKU.
4. Etanu po3BUTKY MEIUYHOI T€HETUKHU.
5. ETiosiorist criagkoBuX 3aXBOPIOBAHb.
6. MyTarii ik OCHOBHHI €TiONOTYHUI YUHHUK y PO3BUTKY CHaJIKOBOI
MATOJNOT1i.
7. JleranbHi Ta cyOneranbHi MyTallii.
8. MennkaMeHTO3HMM MyTareHes, TepaToreHes, KaHIeporeHes.
9. Cy4yacHi JIOCATHEHHS MEIWYHOI TIeHETUKU. [IOHATTS Tpo
MOJIEKYJISIPHY MEIHIIHY.
10. T'enni (MonekynsipHi) XBOpPOOW, MeXaHi3MHU iX BUHHUKHEHHS Ta
TIPUHITATIN JTa00paTOPHOI TIaTrHOCTHKH.
11. XapakrepucTuKa MOJICKYJIIPHUX XBOPOO.
12. T'enna imkeHepis. biotexHomoris.
13. TIoHATTS PO T'EHHY TEpPAITiio.
14. Meronu BUBYEHHS CIaIKOBOCTI JIFOJUHU.
15. [luToreHeTHYHMI METOT BUBUEHHS CIIaJKOBOCTI.
16. IepeBaru Ta HEMONIKH F'EHEAIOTTYHOT'O METOY.
17. 3aKOHOMIPHOCT1 MOMYJISIIIITHO-CTATUCTHYIHOTO METOTY.
18. bin3HIOKOBHIA METOI.
19. Xapakrepuctuka OiOXIMIYHUX Ta MOJEKYJISAPHO-TEHETUIHUX
METO/iB BUBYEHHS CIIAJKOBOCTI.
20. Knacudikartist xBopid 0OMiHy pedOBHUH.
21. TIlopymieHHs: OUTKOBOTO OOMIHY.
22. XBopoobu Tes Caxca, Himama — Ilika, ['ome, wmexaHi3m
BUHHUKHEHHSI.
23. ®epMeHTATHBHI TIOPYIIEHHS OOMIHY PEYOBHH.
24. Sk xnacudikyrOTbCS BPODKEHI Bald PO3BUTKY?
25. SIki eHIOreHHI TPUYUHU BUKIUKAIOTH BPO/DKET BaJH PO3BUTKY?
26. SIKi ex30reHH1 YNHHUKH BUKJIMKAIOTh BPODKET BaJl PO3BUTKY?
27. Sxi TMnu mopylieHb eMOpiOHAJLHOrO PO3BUTKY BiIHOCATH 10
BPOIKEHHX BaJl PO3BUTKY?
28. 11lo Take nmepBUHHI Ta BTOPUHHI BaJl PO3BUTKY?
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29. Sk noALIAIOTh BPOKEHI BaA PO3BUTKY 32 YaCOM BUHUKHEHHS?
30. fAxi Bu 3naete myrarenu ¢iznunoi npupoan?

31. o Take cuHIpoM aedopMallii Ta CHHAPOM JUCILIA3i?

32. 3arajibHa XapaKTePUCTUKA MITOXOH/IPiajbHOI aTONOT 11,

33. Knacudikarist MiTOXOHIpiaIbHUX XBOPOO.

34. MitoxoHipiaJIbHa CIaIKOBICTb.

35. 3aranbHi MPUHIMITY AIAaTHOCTUKY Ta JIKYBaHHS MITOXOHJIPiaTbHOL
MATOJNOT].

36. MiToxoHpiadbHi ~ XBOPOOM, MO  3yMOBJEHI  MYyTallisMH
MmiToxonapiaiapaoi JJHK.

37. Kninika, TeHeTHKa, JIarHOCTHKA, Tepamis cuHiapoMmy KepHca-
Cetipa.

38. Kutinika, reHeTuka, JiarHocTuka, tepamis cuaapomy MELAS.

39. Kutinika, reHeTHka, AiarHocTrka, Teparis cuaapomy MERRF.

40. Kninika, reHeTrKa, JiarHoCTHKa, Tepanis cuHapomy Jlebepa.

41. Kninika, TeHeTHKa, iarHoCTHKa, Tepanis cuaapomy Ilipcona.

42. MiToxoHapiajabHi XBOpOOHW, IO 3yMOBJICHI MYTaLiSIMH SIEPHOT
JUHK.

43. XBopoOHu 31 CHaJKOBOIO CXUJIBHICTIO. 3arajibHa XapaKTePUCTHKA.
44, MoHOreHHI Ta TMOJIreHHI (QOpMH XBOPOO 31 CIaJKOBOIO
CXUJIBHICTIO.

45. MexaHi3MH PO3BUTKY XBOPOO 31 CIaAKOBOIO CXMJIBHICTIO

46. CnamkoBo OOYMOBJICHI TATONOTIYHI peakiii Ha Jif0 30BHIIIHIX
(haxTopis.

47. OCHOBH €KOJIOTIYHOI TeHETHKH Ta (hapMaKOT¢HETHKH.

48. IIpodinakTuka CKaaKOBUX XBOPOO, 1 BUIX Ta PiBHI.

49. [lnsxu mpoBeneHHs PO iIaKTHYHUX 3aCO0iB.

50. ®opmu podiTaKTHIHUX 3aXOJIIB.

51. Menuko-reHeTHYHe KOHCYIhTYBaHHSI.

52. IlpenatanpHa pmiarHOCTHKa. HeiHBa3wWBHI Ta iHBa3WBHI MeETOIU
MpUTaMaHHi TIarHOCTHKH Ta iX CyTb.

53. CyTHiCTh NPOCiIOI0UNX MTPOrpam
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