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IIEPEAMOBA

3aoposi ziTh — 6araTerso it okpaca kpainn. BupoeraTu MoJa04€e Do-
KONiHHA hisMIHO BUTPUBAJIKM — e TLIEKY nprpoxue 6amannsa 6aTbkis,
a if cipapa BeJUKOL JepokaBHOI BATH. ¥ 3B’ ASKY 3 UM OXHHM ia mnaxie
tbopmyBaHHS Ta 36eperkerns 3K0DOB A AiTed i mosiofi nepeaBaTeHo Ha-
RYAJLHOI0 TTPOrPaMolo BHBYEHHA MpeJMeTa «Ilaroaorig aireli 3 ocHoBa-
MM TEeHOTHKE» ¥ CHCTEMI DiArOTOBKH BYHTENS NOUATKOBUX KJAACIE Ha II
OCBiTHBO-KBaXi(ikanilinomy pinni.

T'eHeTHKA TIOAWHK — HAYKA, KA BURBYAE COAXKOBICTE i MiHausicTE
moaugu. OCHOBHE 38B/IAHAA TeHETHKH — BHBYMTYH 3AKOHOMipHOCTL, CIAM-
KoBOCTL # MIMUIHMBOCTI MIONUEN 3 MeTOI0 30epesKkeHHs 3A0POB A HKHINIHIX
; i MaitéyTHix noxonine, fx BigoMo, 320DOR’A MOAHHY BAKAANAETHCHA B
--l ARTAIOMY Billi HA OCHOR] reHETIMHIX GAKTOPIB, CHOCOGY MMUTTH T4 KO-
i AoTivEuX yMoB. Meguana reseTHKa - HAYKA, AKa BIBYAEC CIAAKOBY Na-
) ronorio moanuy. [IpeAMeToM BIBYEHHA MeIUYEO] reHeTHKY € CAAKOB]
XBOpo6U AIOHMHY i XBOPOGH 3i CIIAAKOBOK cxuabHicTio. MegnqaHa refe-
PHKE BIBUAE €TiONOiI0 1 IATOreHes CHANKOBHUX XBOP0OD, poapobnse Me-
TOAA AiATHOCTHKY, JiKYBAHHS Ta NPohINaKTHRY, ROCALIKYE cnisBigHOC-
HY pOJIb CIAZKOBUX i HeclafIKOBIX QAKTOPIB ¥ POSBATKY xsopof is ecnag-
KOBOW CXUAbHICTIO. OCHOBHE SaBAHEA MeAUYHOL MNeHeTHKH — BUBUCHHSA
CIagKOoBUX XBopol MOZHHY 3 METOK HOMePeIKeEHA iX pOIBHTRY B paAi
NOKOJiHb, OXOPOHA CNAAKOBOCTL JOXHHH Bij MKILTHBHX daxTopin
ceperosuia. 00’ €KTOM MeIMYHOI FEHETHKH € NIIHHA 3i cmagroBOl0 Ma-
Tonoricio, a Taxoxk ii cim’sa, 3xoposi # xsopi pofmui.

Il/1sT OCTANHIX AecATHPIY XAPAKTEPHA TEEAEHIIA KO BPOCTAHIA CNAj-
KOBUX 38XBOpIoBaHs. BoHI CKNajal0Th BEAHKY YACTUHY CyYacHo! IaTo-
Aoril i € OCHOBHOI MPHHYUHOI CMEPTHOCT], 0COOIMBO B @XOHOMITHO PO3-
BHEYTHX Kpainax. 3a gawuvu BO3, sif indexuiiinnx 3axBopIOBAHL Ha
3eMJii MOMMpAE ¥ ABA pasy MeHIne Mogell, Hix Bif CHAAKOBHUX 3AXBODIO-
Baub. OomH iz cTa HapomwrenuX AiTed CTPAxAAC BAXKKHM CHAAKOBHM 3a-
XBODIOBANHAM YHACTIOK XPOMOCOMHUMX aroMamil. ¥ 4 % Xnirelt BUAB-
NAI0Thed TeHeTHuHi AedexTn. Nenernuni anomanii € npuumnoio 40 %
CIIRAKOBUX BHKUAHIB,

OcHOBHe NPU3HAYEHHA HABYAJIBHOTO IocifHura — HA CYyJacHOMY
HAYKOBOMY DiBHi IPeACTABUTH HOBiTHL fOCATHEHHA MOJEKYIAAPHOI Ire-
HeTHKH, 3arOCTPUTH YBATY CTYREHTIB HA 3POCTAHHI CIIAZKOBHX 38XB0ODI0-
. BAilb, POSKPUTH DOJb CNAAKOBUX (arTopiB y 3AXBOPIBAHOCTL, BHIUB
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30BHIOTHLOI'O CepegZOBHILA HA 3AOPOE’S AIOAMHU, BHIY CHIJKOBHX
38XBOPIOBAHL, XPOMOCOMHL XBODOOH, AKi 3yMOBNeHI reHOMHUME MYTa-
uisiMi, reHeTHKY 3aXBOPIOBAHE HEPBOBOL, CEPLEEO-CYAUHEO] CHCTEM, eH-
JMOKDHHOJOrIT Ta PreHeTHRM NCHXIMHUX 3aXBOPI0BAHE. HABIMTH CTYASHTIE
EGAfiMNBOTO CTABJNEHHA A0 CBOr'O 3A0POB’A, BRMXOBAHHA MOTMBAUIL x0
BefleHHS 3I0POBOTO CHOCOBY HUTTH, GODMYBARHHA YCBIZOMIIERHA, L0
JMIOAAHA € YJACTHHOIO NPUPOAH, Bijl eKONOTIYHOTO CTAHY AKOl BAMEKHTE
JHUTTA HA SeMJi T8 3A0POE’ A TOAUHEN.

¥ nociHUKY BUCRITACHO TAROM AlaTHOCTAKY i npodiaKTHRY cOad-
KOBWX 3aXBOPIOBaKHb, MEJUKO-TeHETHYHEe KOHCYALTYBAHHA, AlarHOCTH-
KXY reHeTHYHUX TOPYINeHE | IPOTHOSYBAHAA TPOAEBIE T MOJANEIIO] Me-
penaui cenudivHHX reHeTAIHUX NOPYIIEHSs | CXUALHOCT] A0 HHX B OK-
pemMux iHARBIAYYMIB Ta ix ciMeill.

Ilix 4ac smpuenus kypey «IlaTonoria gitelt 3 0CHOBAMYU MeHETHKH »
CTYAEHT NOBMHEH OBOJNOLITH TAKMMH SHAHHAMY Bixnosixno Jo sarsep-
Axcenol mporpaMm.

Cmydenm nosunen snamu:

— OCHOBM HOPMATHBHO-[IPABOROL GA3H WIOO0 3AXWCTY SKATTH TR 370~
POB’# MOTUHI;

— BILIHB 30BHIIIHLOTO CEPEZOBHIIA HA 3R0POR’A;

— OCHOBH ME&ARYHOL reHeTHKY;

— BHAM CNASKOBHX 3aXBODIOBAHD;

— iMyHOTC€HETHRY;

— cnafKoBl 3aXBOPIOBAHHA ITOPTAHHA KPOBL;

— PeHeTHKY 34XBOPIBAHE HEPBOBOI CHCTEMMU;

— reHeTHKY OCHXi9HHY 3aXBOPHBAHL;

— reHeTHYHI acrieKTH KIIHIKY BHYTPimIHIX 3aXBODIOBAHE;

— PeHeTHRY § eHAOKPHAOIOrIIo;

~ cOAJKOEL 3aXBOPIBAHHSA OMOPHO-PYXOBOI CHCTEMH;

— nporoguTH npodiraxruani saxoau, ckepoBaHi HA sanobiraHHA
CNAAKOBHX i BPOMYKEHUX 3aXBOPIOBAHD, HA 3HMMKEHHA YRCTOTH IIHPOKO
TNOIIKPERUX XBOp0H 3i cRazROBOIO CXUALRICTIO, 3YMOBASHHX KoMOina-
Ui€Io NreHeTHYHEX | HereHeTHRHuX (axropis (MyabrudarTopiansHOL mpH-
pozu).

IlociGuuk pospaxoBano pas enenianpHOcTi «[I09ATROBE HABYAHAAS
ocBiTEBO-KBaRibiranifinoro pieaa — 6axaxasp. HouinspicTs BBYCHHA
OCHOB matoaoril giteli @ ocHOBAMN MéHETHKH LONAraE B TOMY, IO BOHHK
COPUATHMYTEL BHPOOICHHIO B CTYAEHTA cleliiansHocTi «JIoyaTkoBe HA-
BYAHHA» HAYKOBOIC CBITOTNAZY mMoZo XBOpPOO, 3YMOBJCHHX I'eHOMHH-
M, XPOMOCOMHUIMH YH 'HeHHEHUMH MYTALifAMH, Ta MicHe cIagKOBHX XBO-
poG y maroxorii moanuu, Habyri 2HanEA SOoNOMOMXYTE 3pO3YMITH, HA-
CKiNIEKM BaXAMEBO OBOJNIOHITH IHRHHAMH npodilakTHku nepmmux
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BiAXMAEHB 3LOPOR’A 1 DOSDUTKY AUTHHY, S3yMOBJEHUX XPOMOCOMBEHME
T4 TCHOMHEMY MYTAIIAME, IO MOXUINBO 38 YMOBH noegEAROL poboTH
niegarora i MegUYHOTO TEPCOHANY B MIKIMBHEX 3aKIATAX.

Kype «Ilaronoria giTeil 3 ocHOBAMY FeHETHKHA» CRIAfACTRCA ia 12
mexiiil BLATOBiEHO A0 TeM, TIepeRdateHIX MPOrpaMod HapyaJMbHoi AmC-
MUY LA CTYAeRTIB. ¥ JeKIigX mocAiKOBHO BUKNAKEHO OCHOBHI da-
raALHOTEOPeTHIHI MTHTABKEA TATOIO0T1] gireil is ocHOBaMH reHeTHKH. o
®omHOL MeKIil peKOMEHAOBAHO CITUCOK AONATKOBOI AiTEPATYpH — HIADPY-
HUKIB, TOCI6HAKIB Ta iHMKX AKepeX, ¥ AKUX BMCBITJIeH] IUTAHHA BH-
KJIAZAIOTECA AOKAAAHINE. 3aMUTAHHA A CAMOKORTPOIIO IagyTh 3MO-
Iy CTYAeHTAM IMBHKO 30PiCHTYBATHCA ¥ 3acBOCHHI OCHOBHUX NONOMEHb

TeMH.
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Hexyia M 1
TEMA:
OCHOBH reMeTHKH JIOJHHH.
Poar cmagxorocTi Ta cepemaBmma
B 3aXBOPIOBAHOCTI JIIOXMHEN

INHTAHHA:

1. Teretnka — Hayka npo cuaAKobicrs i MimaueicTs. OcHOBY reme-
THEH.

2, Poxs ciagxoBocTi #f cepeAOBHINA B 3aXBOPICRAHOCTL MIOXUHH,

3. BiiiuB 30BHIMIELOTG COPEIOBHINTA HA S00POB’H MIORUHH,

4, Eronoriuni i Meznxo-Giomoriumi mHacaigxw apapii ma Hopno-
Sunbscekifi aToMHEill exexTpocTaHIil:

a) daxTwani # oyikysaHi pisni BikOBUX aM0AKicCHNX yTROpeHD; TaMKi
TeHSTWYHI HACHIIKN;

§) rederaxa neGesnexa, 3a6pyAHeHHA HABKOJMITHLOrO CEPLAOBH -
LII& MYTATeHHUME YHHEAKAMA.

JIITEPATYPA

1. Anuxauan C. 1., Axndser A, I1., Yepunn J1. C. O6mada reHeTH-
Ka: Yued. and cryn. 6uou. cnen. yH-ToB, — M.,: Brlent. k., 1985, - 448 ¢.

2. Aivana JI. ., Kaiirep [I. Coepemennas renerara: B 8 1, / Ilep.
¢ alra. -~ M.: Mup, 1987. - 398 ¢.

3. Bepasimes I'. ., Kpuropyuro .. MeannuHcKas reHeTHKa:
¥uae6. noco6. — K.: Buma mx., 1990. — 336 ¢.

4. Bouwros H. II. Tenerura uenosera. — M.: Menununa, 1998, —
337 c.

5. Bouxoe K. II. Kauunvecras reretura: Yuebuun. — M.: Mexu-
nkHa, 1997, ~ 228 ¢.

6. Bouxos H. . 3axapos A. ®., Hpanos B. 1. MegunuucKasa re-
HeTuka, ~ M.: Megununa, 1984, — 366 c.

7. Tepwenaon C. M. OcHoBr! coBpeMernolt regetnru. — K.: Hayk.
mymxa, 1983, ~ 506 ¢. -

8. Hybuumu H. II. Memernra. — Kunmnes: Hituunua, 1985, - 536 ¢.

9, Ilimzax B, I1., Memppmen 1. @,, ITingax Q. B., Mucauupunii B. .
CcHoBH MeguuHOl redeTHKY. — Yepnisni: Mexaxanemis, 2000, - 248 c.
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§ 1. FemeTHEA — HAYKA OpO cnagxoBicTs i MiEauBiCcTS.
OcHOBH reHeTHKH

Fenemura — (rpen. genetikos — axuii BIZHOCUTHCH N0 TOXOMMeH-
RHA) — HAYKR, AKa BUBUAE clafxoBicTs | minnueicrs, mo cknagaors opes-
MeT BUBYeHH IeHeTHKH, HajlekaTh A0 OCHOBHIY BIACTHBOCTEH, TpHUTA-
MaHHHX BCiM sHBUM opraHiamam. Tepmin «reHerura» srepore = 1906 p,
SAMPONOHYBAB AHTUTIFichKUIT yueHuii ¥ . Bercon.

Cradxogicme — BAACTABICTE OPraHi3MIiB mepefABATH CBOI O3HAKM
0CcOOAMBOCTL POBBUTKY OTOMCTBY; BAACTHEICTE 8afe3meyyBaTH MaTepi-
ANBbHY # QYHKIIOHANBHY HACTYNHICTh Mi noxkoninsamu. Koxunil sup
opranismis sbepirae i igTsopioe cobi nonibue 8 pani noxoains. Iipore B
npoueci posMEOKeHHA BiATBOPIOETRCA He JumIe NoxidHe, ase BUHBKAE
"ose, ity sapman cxoxi aa croix GarTekis, npoTe HikoONIM He OYBAIOTE
ixgiMy TounaMu KomiaMu., Boun BigpiaeaTLCA AR BiX cROIX HaTHKiE,
TaK i MixK cobor. CnagKoBICTh 3aBXKAN CYNPOBOSKYETHCA MiAAURICTIO.

Minnusicme — BiacTUBicTE OpranioMis HAGYBATH HORMX O3HAK 860
BTPadaTi NonepeAdi B Bponeci possuTRy. MinANBiCTIO HASHBAOTE TA-
KoK BigminHoCTL Mik ocoGuuaMM Toro caMoro BHAY. Bona safesneaye
pizEOMaiTHiCTE QODPM OPraHivHOTO CBiTY i NPHCTOCOBAHICTE IX A0 MiHH-
BHUX ¥MOB cepefoBHIa. MignupicTs OpoTUAesKHA CIAZKOBOCTL, are TicHO
moR'A3aHA 3 HeKO, PA30M BOHH CTAHOBAATE OCHOBY @BOXIONiT,

OcHoBHe 3a80aniR 2eRemMuiy — BUBYNTH 3aKOHOMIpHOCTE enagko-
BocTi M MiEAUBOCTI 3 MeTolo poapolrM cmocoliE ynpasmiHHA HUMU B
iaTepecax Besoro mogceTea. [Ins spificHenns HHOro SaBAAHHS MFeHETHEA
BHKOPHCTOBYE PAJ METOHNIS, OCHOBHHH i3 HHUX — zeHemuyHul anania.
Le cyro resernuHmit MeToR, AKXl BAACTHBMIA JNIe FreHeTHO] i He BAAC-
TuBuit inmam mayram. Poro ocHoBy cKIagae 2ibpudonozinnuil memod
— BHUBUEHHS SaKoHOMipHOCTEH YCNREKYBaHHA muaxoMm rifpupmsamnii
(expemysanna). I'iGpuonoriuanit Meros — Eyaxe ToaHM METOL, & FeHe-
THEKa — TOYHA HAYKE, I'eHeTHKE 3CTOCOBYE TAKOXK METORH iHOINX HAYK:
miKkpocKonmiyEui, yabTPpaMiKpDOCKODIUHKR, craTucTHunuii, dizmKo-
ximiurnit, nonynaniiiamii, kidepaernunui, BusterHa cnagKoBocTi npo-
BOZKTHLCA Ha PisHEX of’exTax 1 ma piauux pisuax (MoneryaspHOMY,
XPOMOCOMHOMY, KIITHHHOMY, OPTARiZMOBOMY, IONYARULTHOMY). Piano-
MaHiTHiCTE 06'€KTiB I MeToAIR gOCHimKeHHA SYMOBRIA BUHHKHOHHS Ha~
CTYTIHUX PO3AINIE reHeTHKH: reAeTHKA MiKpoOprasisMis, reHeTHKa poc-
JIUH, PeHeTHKS TBAPHH, MeHETHKA JIOLWAY, IIHTOTeHeTHRA, MONeKYAAD-
HA réeHeTHKA, OloxiMiuHa remeTura, pagiamiiina reHeTHRA, DONYAALLNHA
reqernra. Icrye Tagmii posfin Ak remernxa noseginku. OcobauBicTio
cydacHol TeHeTHKY € IPOHUKHeHHA B yei i ranyst MonexyaspHore pisna
Aocnigacens, noraubrenEa 38' A3KiB 3 iHMIMA HAYKAMHE.
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Tenemuxa micno nos’s3ana 3 meduyunoo, ajxe 61useko 5 %
AiTell HAPOAKYIOTECA 3 PISHYMH reHeTHUHNME gedexramu. Jlna Meau-
IHHM BAXK/IHBe 3HAYeHHA MAIOTE yei reHeTHUHI HAayKH. Lle OACKIOETRCS
yHiBepCAAMHICTIO 30KOHIB TeHeTHKN, AK] BIepllie 6yaH peTAHOBAEH] Ha
eKCNepUMeRTANbHIX 00’ EKTaX, 8 TOTiM BUABHINCA OpURRATHUMA i IIA
JMOZUHY TAROXK. Hanl excrieprMeRTanbHOl TeHeTHRKY 3aCTOCOBYIOThCA IS
IiarHOCTHEREA, NIKYBAHAA i TPOGIMAKTIKH CTIAAKOBUX XBOPOD. Ba pouno-
MOTOI0 METOAIB reEeTw4HOL imMKeHepil T2 GioTexnosorii oxepKyIOTE: in
vitro (mosa oprauismMomM) B MPOMACIOBHX KINBKOCTAX IHCYAIH, inTepde-
poH, auTubioTury, HeodXizui ANA TPAKTHYHOL MEAULMHK,

IIporpec ¥ POSBHTRY MEAMIUKHY ¥ CYCOLIBCTRA noB’s3aHui 3 BITHOC-
H3M 36iabIIeHHESM TeHeTAYHO 3YMOBJIEHEO] 3aXBOPIOBAHOCT], CMEPTHOCTI,
couianpaol AesamanTauii (impamimusanii). Bizomo Bxxe 61M3BKO 3500
HOBOJOriTHKX (JOPM CNALKOBUX 3AXBOPKBAHE, AKi YPAXKYIOTh yei opra-
HM, cHcTeMH # dymExuii opranismy. Baussko 5-5,5 % aiveft HapomKy-
0ThCH 13 CHAZROBMMM 260 BPOA:KeHMMM XBopoDaMu. J0KpeMa, reHe-
TiruHi xpopodu ckaagaiors 1,0 % cepea HoBOHApOAMREHUX, XpomMocoMHL
xpopobu — 0,5 % cepen HOBOHADOAKEHHX; XBOPOOK i3 icTOoTHHAM KOMIIO-
HEHTOM CIaAK0B0I CXIUIBHOCTL cxaagaloTs 3,0-3,5 % cepen aireit 2o 1 ATH
pOxiB; HecyMicHiCTh MATEPL TA TIXOAY CKAAMLAE 0,4 % cepex KOBOHAPO-
MReHUX.

Ia BixoM SMIHIOETECA «TIPODLNE» CHAKKOBMX XBOPOD, OCKLIEKY 3MeH-
IIYETHCA YACTOTA BAKKHX (POPM CHAZKOBHX 3AXBOPIOBAHL 328 PAXYHOK
CMepTHOCTL ¥ ANTAYOMY EBiui, npoTe B mepion craTeBore Ko3piBaHHA
{nyGepraTHoMy pini) Ta nismine 3'ABAAIOTHCA HOBL xsopofn. Ilicna
20-30 pokiB nOUMEAE NPOABIATUCA CUALKOBA CXWILHICTD A0 XBOPOG.
He menme 25 % yecix MixapHAHHMX XiKOK 3afiMAIOTE [IAIIEHTH, Aki xBo-
pifoThL XBopofaMu 31 CHAKOBOI0 CXHABHICTIO,

He menme 30 % eayTpitmnhoyTpobnoro nepioxy Ta nepiofy HOBOHA-
POL®eHOCT! CMEPTHICTE CHPUYTHEHA BANAMY POSBUTKY i cnagKoBHUMM XBO-
pofiamMu 3 IHITHMY TPOSBAMMH.

TMogoBUHA COOHTAHEMX a0OpPTiB SYMOBNSHA PEHETHIHHMHA NPHYM-
mamu. Ha crorogni mosejeso icHyBaHHA cnagroBof CXHABHOCTI 7O BA-
HHUKHEHHA HIYPOKO POSIOSCIOUREHMX BAXROPIOBALEL (imemiunol XBOpO-
6u cepld, TinepToHI4Hol XBOPodH, BHPA3KOBOL XBOpOGY LLAYHKS i ABA-
HaAUATHNANO KHIIKH, [1C0piasy, GporxiansHol actME Ta in.). ToMy Ana
mixyBaRHs | npodilrarTHRK i€l cpymy xeopob, Aki sycTpidaoTscH ¥
opaxTuurifi poboti nikapis ycix crneuiansHOCTe, oTpiGHO 3HATH Me-
KaHIIM B3AEMOJII cepefoBUIa 1 CNaAKOBUX daxrTopiB y ix BUAHKEEHHI
Ta PO3BHTKY.

BuAHHA OCHOB MEAMYHOI PEHOTHEM Aa€ 3MOry JiKapaM 3pOsyMiTH
MexaHRisM¥ iHguBiAyanbHOTO XapakTepy nepebiry xsopobu it migifparn
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Bigmosigui Meronu aikysanms, Ha ocHOBI MegnKo-TeReTHYHEX SHAHE
Ha0YBAIOTECA HABMYKH AIATHOCTMRE OMBAKOBHX XBODPoS, & mamiemtu
BYACHO CKEDOBYKITHCA HA MEANKO-TEHEeTHIHY KOHCYAbTALIO A8 HePBUH-
Hol i BropuEHoi npodinakTuru cagKoBoi NaTOIOTII.

§ 2. Poas cragxoBocti i cepexosuma
E 3aXBODIOBAHOCTI MIONHHEHN

Byaw-axi upoasu murreaiaanHocTi opramisMy € HactigxoM Baae-
Moaii enagKoBux GAKTOPIB T4 30BHIIHLOrO CEPeLOBUILA. Xagpoba ra-
KO DO3SBHBAETBCA HA OCHOBI B3acmonii 3oBHimHIX ymkomxywunx i
BEYTPILAIX paxTopis. Axmio cami BEyTpimHi haxropn coagroso aminexi,
TO BUHHKAC NATONOTiYHEIE nponec, PakTopu BHYTPIMINBOrO CepesosH-
Ifa ~ Lie PesynbTaT B3AEMONil reHeTHYHMX i HaBkoINmIHIX dakTopis y
OHTOrenesi (PO3BHTKY OPraHisMy 3 MOMEHTY 3apo/ykeHHs), TOMY IO PiBEHD
ropMosis y opranismi, ocobansocri ofMiHy pevoruH, iMyHosoTiuni pe-
akiii — Bece e KiHNeRO BUSHAYACTHCA (PYHKUIOHYBAHHAM BiTOBiAEKX
FeHiB, iHAKIIE KAXKYIH, KORCTATYILEIO0.

Cuagxosi harTopH, AKi BUSEAYATE OCHOBY BHYTPiltHEOIO Cepeno-
BUINA OpraniaMy, GepyTs GeallocepefHio YaCTD ¥ hoPMYBAHHEL MATONOr Y-
HNMX OpoLecis, BUCTYNAKYH ¥ poi eTiosorianoro daxropy, a6o B naTo-
reHesi saxsoproBanHa, IIpolecH BUAYMAHHR i HACTIAKY XBOpoGY pH
PiBHYWX YMOBAX B OCHOBHOMY RH3HAYAIOTHCA FeHETHHOIO KOHCTPYRIi€10
opraniamy. Binbie roro, regersvai haxropu y SianmocTi Bunagkis Bu3-
HAYAIOTH HABITH cMepTHICTD ¥ Biui Big 20 a0 60 pokis.

3 reneriraHoi TOYKH 30Dy Bei XBOPoGM SAMEXHO Bifl BifHOCHOIO 3HA-
9eHEA cHAaZKOBOCTI Ta $axTODiB Cepefil0BHIIA B IX DOSBUTKY MOMKHS TO-
JiMHTH HA YOTUPH TPYIIHN,

flepwa 2pyna — ne cuaaxosi xsopobu. Ipoae maromoriunoi aif
MyTanii (aMinu) ax erionorivroro {puanruHOro) haxTopy HPAKTHYHO HE
3a/1eXuTh Bif cepegoBnma. OcTaHHI MOKYTD TiIABKA SMIHIOBATH NpOAB
CUMITOMIE XBopobH Ta BastKicTs Il nepebiry. o saxBopioBans miel rpy-
Ny BiAHOCATHCA XPOMOCOMHI T2 reHETHYHI CUAAKOBL XBODOOH 3 IOBKIM
BHpa3oM (xBopoba JlayHa, nefipodiGpiMaros, remodinis, tdeHinkeToHy-
pis, MyKoBicuizos, axonAponasia ra is.). Xsopoba Moxe npossarHca
He 000B’A3K0BO B AATAIOMY, ane | B GyAp-axoMy Bimi BigmoBixme xo
HACOBHX 3&KOHOMipHOCTEll CcTYNeHA BUpaxenocTi il rera (ressof exe-
upecii), BRanpuinaz, cepegdii Bix novarky xopei Ferinrrona — 38—-40
PpoOxKiB.

Apyza 2pyna xpopob cnaaKoBocTi € eTiONOTIMEAM (NPIMAHHYM)
(paKTOpOM, ane LNA NPOHHKHEHHA (IEHETPAKTHOCTI) MyTareHHUX I'eHIiB
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weobxizrnk BifrosiARNR QakTop SoBHIMIHKOrO cepeAoBMILA. JIO TAKAX
3AXBOPIOBAHE BigHOCATRCA AedARi dopMu mogarpu, giabery, dapMako- i
exorexeruyni xpopobu. IlogibHi xBOPOGH 32XBOPIBEHHSA DO3BUBAKOTE-
¢ MicIA KOHTAKTY i3 BOPHIMIHIM cepeloBHOIeM, 1IN0 MO CIPHYNHUTH
3aXBOPIOBAHAA, cierudpivne 14 ROMHOIO MyTaETHOTO reHa. I1i xsopo-
OM MOYKHA BifHeCTH M6 TPYIA 3aXBOPIOBAKD 3i CIAAKOBOIO CXUABHICTIO.

Jlna mpemsot 2pynw 3aXBOPIOBAHL, BUKJIAKAHAX eTiONOTIUHHMHE
daxropamy, BEAXAUBAM € BILIHB S0BHINIHEOIO CepPeAOBHILA, MPOTe Yac-
ToTa OpOABY I BAXKKRicTs mepebiry xBopoGH icroTHO 3AKATE Big cnaz-
KOBOI exuasRocTl {AK B iRAUBiAyansHOMY, TaK i B rpynosomy BapianTi).
o 3axBopioBaEs ZaKol IPYNH BIIHOCATECA ATEPOCK/EPOs, FinepToHiiHa
xBopoba, TyGepKyILD3, eK3eMa, Ncopias, Bupasxkosa XxBopoda Ta iH. Born
nposanawTeca eig ail sopnimuix daxropis (Zexoan He ogHOTO, 4 B 10-
eaHanHi GaraTeox) Haitwacrine B 0cib ia cnagroBoio CXHARLHICTIO AK XBO-
pobu apyroi rpynn,

IIpn BURMKHEHH] 3aXBOpIOBAHL ¥emasepmoi ZPYRL CIIANKOBICTD He
Mae€ 3HadeHEd. CIOAN BigHOCATECA GLibmicTe TPABM, indexrmiknmuy 3a-
XBODIOBaHb, omikK, IeHeTwuui GakTOPK MOMYTH BILIABATH Ha Nepedir
MATOJAOTIYHOTO Npouecy (BUAVKAHHS, BIZHOBHI ITPOUECH, KOMHEHECANid
nopymesnX GyHKIIH).

§ 3. Buaup 30BHIMIABROTO CEepefOBHINA
Ha 3X0pOB’A JIIONMHN

HoGpe Bigomo, mo salpyaHernsn aTMocteDpr BHKHAHAMY Ira3aMu,
rasonoRifHuMHE IpoRyKTAMHE YncaeHENX gabpuk i sanonis cTROpOC cep-
itosHy ririemiuny npebremy rioGansxoro Mactutady, Ximiduni cnonyru
i THTOBL YACTHHEN NONAKAI0TE K0 OPradisMy uepes Jereri, mKipy i caun-
3051 0GONOHKY, CIPHENHAIOYHA BiInOBiAni peaknii opranismy. Hna xo-
nedl, ARL NpanIolTh HA ALAKWY BUpOSHEOTRAX, Ao3a (abo KOHUEHTDA-
nia) max pevosun mabararo Ginemms. Yce ue y wmrporoMy posyminui
EXOAUTEH ¥ cepegoBHIle nepefypaiua MoauH, 3 AeAKIMH 13 BHX aK-
TOPIB HIOMUHA CTUKACTLCH 3ABXAN, 3 iHmuMy — pigko. Conagxoei Bapi-
anii moscnuei y signosige Ba Binus 6yan-akux daxropis, HacTuna ia
HUX Bie BiZoMa reneTHKAaM.

HaiiGinsiu BUBISHOO MYTAaLicw (MepeMiHO), AKA 3YMOB/IEHA DE&K-
nicio Ha 3abpyanenna arMocdepH, € Kedocmamuicnms TRMUMPURCURY .
Ieit 6imok CHPOBATKYN KPOBi HASUBAIOTH TAKOM® inribiTopom (raxhmom)
mporeinas. ¥ HopMi #oro KoBUeHTpania migBunlyeThen Npy pisrnx disio-
aoriveux i nmaronoriveux craWax (BarirgicTs, 3alafeHHS, EBEIOHHS
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ecreporenin). Ocobu 3i cNaAX0BOIO HEXOCTATHICTIO iHTIfiTOpA IpOTEiHAS,
AKOI0 BOHM MAITH ABL \IeHTHYHI Komif ZaHOro reHa B TOMOJOPiUHHX
XpoMocomax (roMO3auroTi), Xyxe CXIWIbHI 10 PO3BUTKY XDPOHIUHAX 3a-
OAMEHHX 38XBOPIOBaHE it eMdisemu nerenie, OcranHe y Takux oci6 pos-
BUBacThbea y 30 pasin 9acTime Ta nepebir xBopobu nocHTs BamkHi. Bra-
CIOK HEAOCTATHEO] IpoAYKIii isrifiropa nporeiras mporeomiTHuHi
thepMeHTH PYHHYIOTE VIHKOMKeH] ALNSHKA JIeTeHiB Ta CIPHIHHAIOTE eM-
thizemy nerenin. TioTioHONANIHAA | 3aRMAEHICTE TOBITPA CYTTEBO HPH-~
CKOPIOOTH posBuTOR eMbisemu, exTo 3 arropis onucyioTs i Sinsns Bamkl
BUNAAKA NPOABY HemocTawi inribiropa nporteinas y gireit ~ ypamenns
HedHKH.

Hesri xapuoBi npoxgyKTH MOMYTH cIpHYHHATY Hebaxkani peakmii y
PeHeTHYHO YYTARBAX iHAnEigyyMie. OxuuM i3 Haourux npukragie e xe-
nepeHoCHMIicTh MaxTo3u. B ocib is uuMm nedexToM micoa sxuBaxuHa
MOJIOKA CIIOCTépiracTeca «ZHCKOMMBOPTs ¥ KUIIeYHUKY i nporoc. CyThb
AeberTy moxndrac y BiacyrHOCT BUPOGREHHA NAKTO3N B KMUICHHHRY,
BHACJHIZOK YOr'0 JIAKTO38 PO3LKEILIIETRCS | € Zo6puM cy6eTpaToM A%s
POEMHOMEHHSR THUABHOY Mixpoduropy. MyrauTsi opMa rena nTaKTazu
AOCHUTH POSHOBCIOKEH] ¥ exizHux Hapoais (xo 85-100 %), ceper amepu-
KAHCBKUX HErpiB # ingianuin (70-75 %), y eponeingis na myrania He-
eenuKa {(5-10 %).

HeAxi AiTH CTPAXKAAIOTE CHHADOMOM HOPYNIEHHSA BCMOKTYBAHHA ¥
8BAISKY i3 nenepenecennam erwmena (GLI0K muenuni T4 iHMNX sNAKiE).
ITe saxmopioBaHHR Ea3HBacThCA meadiakricro. JiTH NOMKHAIOTE BAYKKO
XEOPITH, AK TIIBKY DOYMHAIOTRCH JOTONOBYBAHHA MaHHOIO Kamer. Bey
OPOAYKTIB i3 moremwmi (xif, MaHHa Kama) raki AiTH posBUBaIOTHCA
HOPMANBHO,

Bupasxeny pacoBy pisHHMII0 BHABIEHO Ha XOJOA0OBMH daKTOp.
Hanpuxaaz, merpyu Ginbiu qyTaIuBi X0 X0M0LY, ik MPEICTABHUKY KAB-
Kaspkol pacu. Ile mOACHIOETLCA DISHUM piBHeM TemmompoAyRuii Ta
POSIINHPEHHAM CYIMH.

HiTko BussaeHO iMAMBIAYANBHY Ik pacosy pismmmio peakuii Ha
Y®-onpominenna. IIpurnagom € nizmenmna xcepodepma, Tix nnn-
BOM Aii COHSYHOTrO CBiT/Ia NOARAAIOTHCA OIMIKY, & NOTIM BEpa3KoBe ypa-
WEHRA MKipu i samoaxicut HoBoyThopenss. Buacaizox mirMeHTHOL Kee-
ponepnil ypaxyeTres penapyioua (gidnoena) cucmeMa, BITHOENEHHA
nHopManbaol Oyaesu HHK nicxaa ymrxomxenns i Yd-npomenamu, IneTses
npo rexHi MyTauil ~ asinu xiMiveoi crpykTypu resa (JITHK).

Hobpe sigona piana uyrmugicrs noaeii 1o BAKIIHH i YaC BBeAeH-
HA OgHMX 1 THX e f03 mpenapartis, ¥V AeAxHX dofei 3'aBAARTHER
RJIiHivHi npoaBH indexuii, a B iAmINX peaxyia Ha iMyHisamito soscim
BigcyrHa, Ile € AacniAKOM I'eHeTHIHROrO MoNiMopdiamy (pisHoMaRiTHI-
CTi0) peaxuiit #a xito soBHimuix Giosoriunnx paxTopis.
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Tlepeunxi iMmyHogedinnTH] CTARE € CIATKOBUMIU ALHCKTAMI KAITHA-
Horo i ryMopaasHore (PiAKUX BHYTPIUHIX cepefoBALT oprasiamy) imysi-
rery. BoHU cXUAAI0TH 40 BaxTeplaabHIX i rpEfKOBHX BapAXKEHb, 30Kpe-
M2 mts pisHux dopM xapakrepsi Bignosiami THITH inderuiit (Bipycni,
GaxrepiansHi, rpubroBi).

Peaxuil Ha Jikr B oci6 ai cnaaxoBUME XBOpOGAMA MOMKYTh Gyt
CTIOTBOPEHMMM BHACHiAOK GioxiMiuHIX FederTin,

§ 4. Exoxoriuni i MeaHKo0-Giosroriuni macxinkn asapii
ga YopEoGuabchkiil aToMAIlN ejleKTpocTaHIIl

26 xpitng 1986 p. Ha YopHoOGMIKCHKiH ATOMHIA exexTpocTarmii
(YAFEC) cranacAa Haitbinema sgepHa raTacrpoda cyuacHoeri (Bubyx).
V 30HY CHALHOTO PafiOAKTHBHOTO 3a0pYAHEHHA NOTPAIIN/IA JHAYHA TE-
puropis Binopyci, Pocli, Yrpainn. Asapia cepiio3HO TOBHAUMNACA HA
af0poB’l HaceneHHA. BiluyTTa OIOKY, CTPAXY NOMUPHUACCA HO BCHOMY
cBiry., B Vxpaimi mix smimB Hacnipkis aBapii Ha YAEC norpanmin
3 minsionu 427 THead oci, y ToMy wucni 1 miasion 260 treay miTel.
Tlepconan aToMHOIL cTABNL TA MOMKENHUKY, AKi racuiu rpadir, 110 ropis,

| OTpUMAJIHA NPOMeHeBY XB0POSY.

V mepmi TwREL nicad Bubyry HalbibuTy nefesnexry CTAHOBHE pa-
ntoaxTHEHNI Hop (mepeBarkHo Hop-131), SRMH HArpOMALKYBABRCA B LH-
roriogi6rill samosi. ¥V Garareox Jofed, ocoBAuEBo Kired, wuronoxifaa
38,7034 3AGHANA BIAHBY BUCOKHX joa pagzianii. Ilepiop nanizposnany
itony-131 cranosurs 8 Ai6, Tomy Horo Lia 6yna Herpusanow. o «aosro-
HUBYYHX» PATIOHYRILAIB HATEXKUTD mesiit-137, nepion HAIBpoINaAY
AKOTO CTAHOBUTS 6auabKo 30 pokis. [Towax 36 THeaY rerTapis repuropii
Vxpainu saOpynHeHO PAMIICHYKTiAaMH 3 MIABHICTIO 38 mesiem-137 mo-
Haj 1 KIOpi HA KBaAPaTHRI KinoMeTp.

OcobnupocTaMH hopMyBaHHS 03 ONpOMiHEHHA HAceNeHBdA, AKe
NpoKUBAe Ha 3abGpyAHERHK TEPUTOPiAX, ¢ TPUBAJA aia pagionyrmizis i
BHYTPIimIHE onpoMiHeHHA 38 PAXYHOK AOBTOTPABATHX upolecis posnagy
Hesilo, CTPOEIIM0, ILIYTOHi0. 3pOCTae NUTOMA Bara CIOXKHBARHS paaio-
BYKJIRIB 3 «BpyAHOI» Ixkei0, I'pymy HafbiApmoOro pUSAKY CKAAHAIOTE
ZiTH, Marepi AKMX OpY PISHUX TepMiHaX pariTHOCTI mepefyBani b 30HL
xatacTpodH, OCKIMbKI eMOpioH i nuiA Ayxe yyTAUB fx K0 pamiauii, Tax
i 0 reuxodisiomorivRNX THHHUKIB, 3yMOBIEHUX CTPECOM.

BigoMo, 110 moTeprinux Bix Hacmiakis asapii na YAEC rpomsadas
POINOAINAIOTL HA HOTHPK FPYIH NePBMHHOIO o6xiky: 1) ocobu, aki 6pa-
nu i GepyTh yuacTs y poborax 3 nixBiganii Aacrigkis asapii; 2) ocobu,
AKi M ANATA0TE BUBeACHHIC (eBaKyanii) abo CAMOCTIIIHO BEUTHIHHIIH 30HY
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eBaxyanii; 3) ocobu, AKi NPo:KUBAIOTE HA TepUTOPiAX CNOCTePEeHH T,
4) mity, Axi HapoxnAKea Bix 0cib, BigHecenux no 1-3 TPYO ODePEHHHOTO
oBniry. Orxe, aiTn, nocrpaxmani BEaCH 10K pamianiiteol asapii, ckmna-
ARIOTL TPU I'PYNH NEPBHAKOTNO 0BMiRY ~ APYTY, TPeTio Ta Y4eTRepTy.

OcHOBHHMM 3aXBODIOBAHHAMY, SKi BH3HAIOTECH AK Taxi, oo nos’a-
saHi 3 Racaigxamu asapii va YAEC, neperano ¢ OHKoJOri%Hi, 3aXBO-
PIOBAHHH CHCTEMH KPOROOOITY i HepBoBol curenit. Crad 850pos’s norep-
ninnx sig aBapii csizunTe Opo TeHmenmito #0 ftoro noripmenss. Axngo
B 1987-1988 pp., 3a gavumu MO3 ¥Yxpainn, sgoposnMy Gyru BusHAK]
47 % mopocmux i 53 % nireit, To » 1990-1993 pp. — 32-28 % popocimx
131-27 % pireit. ¥ 1997 p. ui undpy suusmmmes qo 15 %. CreprHicTs
HACEeNEHHHA, NOTepHinoro Big apapii na YAEC, stinemmunaca g 3 pasu,
34XBOPIOBAHICTL — v 6 pasis.

a) daxTugni i ovwikypami pisni BikoBnx 3mosKicHnx YTBODeHb;
TAMKKI reHeTHURI HacaiqRa

Hreamika 370poB’a moTepnisioro Bix aBapii Ha YAEC macenennsa
Yxpainm xapakTepusyeTheA CTIHKMMH HeraTHBHUMH TEeHASHUIAMY,
OcraEniMH POKAMH NOKABHUK AUTHYOL CMEpPTHOCTL Ha 3abpyIHeHNX Te-
PUTOPIAIX TepesuInye 3araTbHOACDKABHHAN iHeKe v 1,5-1,8 pasy. Vera-
HOBJEHO, IO 3arasbHKR pisene abepaniit xpomocom v giteit is son
paaianifHoOro KOATPONIG BTPUYL BUIUME, Hixk ¥ AiTe#, HAPOMKERNX ¥
1992 p. y sigsocHo exoM0TiqHO UMCTHX pafioRax. Hadnommpenimumn
Cepej ZNTAYOTO HACCACHET TOTePIiIME paiioHis e GpynruioHaNpH] i na-
Toa0rivHi sMirn mmuTOonoONiGHOT sanosu. Haiibinsme SAHEIIOKOEHHSA BU-
KJIMKA€ SPOCTAHHA KLMBLKOCT] 3aXBOPIOBANE HA PAK LIUTOMOXIBHOL 32/10-
3d. Yuemo gopociux, y AKWX Xiargocrosanmit DaK IEUTONOXIOHO] aato-
34, sbinbimnoca v 10 pagis, aireit — v 300 pasis (1098 P-}i, 5K BRAKATOTE,
nik gaHoi naromnorii me nonepezy. B OCHOBHOMY Tell picr sadikcopanuit
¥ niBHIYHEX pafionax Yrpaiwn.

6) redeTHuna Helesnexa, 3a6py(HeNAR HABKOANOIELOTO cepeno-
BHINZ MYTareHHKMH MHHHHKAMY

Cran armocdeproro nositpa, Bogw i IDYRTY B Gararsox perioHax
Vrpainm nesagosinbHmit, VeranosneHo, mo 6arato 3a0pyAKO0IUX pe-
YOBHH 3ZaTHI IRAYKYBATU MeHHI MyTALil B R0CAINAX HA TeCT-IITAMAX CAMh-
MoOHen. Y pAAl BURaAKiE reHOTOKCIHYHOI BHABLLIACH BOAA, IPU3HAYEHA
Aas nUTHEX Uireli. Hesanorinsua ekonoriana cuTyaLis, AKa cRAANACH
8 Ykpairi, oco0MIBO NOCHAMAACH ¥ 35 "A3KY 3 KaTacTpopolo Ha YopHo-
6uapcekift AEC. Hemorpadiuna cuTyalia B Ykpaini HaGyna ¢opmu roc-
Tpoi Kpusn. 3 1991 p. cmepTHicTs cTaNa nepeBaskaTH HAJ HApoAKyBaHi-
cTi0. 3pocna RiAbKkicTs ocib i3 reneTuYHEME MOPYLICRHAMHY B DEayALTATI
eymicHof mii xiMivnnx i disHunux Myrarenis. B6insmusecs reHeTINHEKT
BAHTAN - ¥ HONYIRUiAX (Mcxo ocif in naTomorivnumu PELSCUBHUMH Ie-
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HAMM B TeTEPOSHUTOTHOMY cTaHi). OfTayKkeHa cnagKoBicTs cTala icToT-
HMM YMHEAKOM, 0 HeTATMBHO BIAHBAE HA 30POB’Ad HACEREHHSA.
TIOMIKOAKEHHA COALKOROTO MaTepialy COMATHIHNX KJAITHR MOXKe TIpH-
3BecTH A0 Diakoro 3biAplrefHA PAKOBMX 3AXBOPIOBAHDL, MEPEAUACHOTO
crapiHrd, ocaabnaeHna BaAXHCHUX Cua opranismy, Vee Ie ameHuIye Ha-
pOmMyBaHicTh HACENEHHA i NpuaBoANTD N0 GiomorivHoro perpecy. Ilo-
LIKOJYKEHHS CIAJKOBOT0 MATEPiaNy CTaTeBUX KAITHH MOXKe CIIPHYNHE-
TH OCTYIOBe BUPOLIKEHHA i HaBiTh sarubes OXpeMuX MONyIANiil.

Iemorpadiuna cuTyauis i crak sgopos’a HaceleHHs B YkpaiHi
BYMATAKTL IPUAHATTA HeraiiHEX 3aX0Aie Ha piBHI AepKaBU IIOKO 3a-
xuery renodonay HaceneHHA, [IpesaaeHT yxasoM CXBa/HB IlinsoBY KOM-
WIEKCHY IIPOTPAMY TeHETITYHOTO MOHITODHHTY (TeHeTHYHOTO CTeMXKeHHd,
TeHeTITIHOY0 KOHTPONIO) B Yipaini. Opus ia HaitBacupinmx maposaLais
niei nporpaMm — CTBOPEHHA JAEDKABHOL CYKOH reHeTHYHOTO MOHITO-
puHry. MeTa reHeTH4YHOr0 MOHITOPHHTY — 8HANI3 MYTATeHHOIG CTARY
AOBKiNAA, CHOCTEPEKEHASA 38 MYTAreHHUMM 3MIHSMK B monyAaUuiagx
monaii,

OUTAHHA 1J4 CAMOKOHTPOJIO:

1. HaTe BusBadYeHEHA NOHATL «FeHETHKAS, ¢CIEIKOBICTLS, 4MIiH-
AUBiCTES.

2. PoJrn CAZKOBOCTI T& CePeAOBHIIZ B 3aXBOPIOBAHOCTI AIOZMHY.

8. Poan 30BHIIIHEOrO CePeZOBHIGA ANA 3A0POB’ A AOAUHH.

4. Ewonoriumi #f Mezuko-6iomoriyni Hacaigku aBapii Ha Hopxo-
funeceriii AEC.

5. Teneruuna mebeanexd, 3a0pyAESHHA HABKOJAUINHEOT0 CEPeROBLH-

oA MyTAreHBMY YAHHHKAMH.




Jdexyin N 2

TEMA:
Cnaxxori xsopoou.
XpomocoMnui 3aXBOpIOBAHHS

IIHTAHHA:

1. HomaTTa Npo coaxKkoBi, ypoaxeni ra cimeitgi x80pobn, ix Micoe
¥ HaToJIoril ArAuaH,

2. Knacndirania coaakosux xpopos.

3. Enaumonarii (hepMerTomarii).

4, XpomocomHi xopofa.

4.1. Xpomocomai XBopoGH, 3yMOBIeH] 3MIHOK0 YHMCHa CTATERHK Xpo-
MOCOM:

a) cuuapom Hayna {rpucomia);

6) curgpom llepemnesceroro—TepHepa;

B) curapoM KnalingenTepa,

JITEPATYPA

1. Bepasimes . K., Kpusopyuxo U, ®. MearnuacKas reHeTHRA!
Ywueb, nocob. - K.: Buma mx., 1990, — 336 ¢.

2. Kosnosa C. H1,, lemuxosa H. C., Cemernosa E., Brumora O. E.
Hacnegersensble CHHAPOMbL 4 MEAEKO-TeHETHIECKOR KOHCYABTHDOBAHTE,
- M.; Opaxrrka, 1996. - 410 ¢.

3. Kpueomerna I'. H., Bpycuaosckuii A. 1., Boragensanxos K, B.,
Kpusomens }0. C. lereTuka 1as npaxTUYeCKOre Bpada: Yaeb. mocos. —
Cumdweponons, 1996. — 205 ¢,

4. I[Tlimak B. II., Memumes I. ., ITimax O. B., Mucanupxui B, @,
Ocuopu mepmunol rereruru. — Yepnisui: Megaxagenin, 2000, — 248 c.

§ 1. Hlonsrra npo cnaaxosi, ypomkeni Tta cimeiini
XBOpOOH, ix Micle y maTonorii arogmeEm

Cnadxoei x60pobu — x80pofH, 3yMOBIeH] reHOMHAMH, XPOMOCOM-
HHMNM YH reHEEME MyTadifanu. HeoGxigmo pospisaaTu repminu: coag-
KoBi, ypoxseni Ta cimedtni xsopoGu.

Ypodxeni — yoi xeopobu, axi HasBHI BaKe NpN HapomKeHH] HHTH-
HH, 2 00ymoBIedi BOHA MOXKYTh BYTH AK CIaJKOBHMH, Tak i HecnaiKo-
BUMH (arropamu. Cnaaxosi xsopo6u: remodinis, ixTios (ragMmipaa
HepaTAHi3anisa mKipm — «pub’aua ayckas), AKi IPOABASIOTECH BiKe opi
HapojxeHRl, — ypomeHi xsopobu. Coagxosi xpopobu: MionaTis, opo-
repia {mepeauacHe cTapigrd), AKi DPOABANIOTHECH B IHALUBKOMY Bint,
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Xopesa DerTHHITORA, cepeAHill BiK mowaTry mrol cravosurs 38—40 pokis,
He € YPOX'KeHHUMH B IOBHOMY posyMiHHI IbOro NOHATTA,

Cimetini ~ yci xsopobu (cmagrosi it Hecnazxosi), axi syerpivaroTse-
¢a B unenin oauiel cim’l, Hecnagiosi cineiiHi xBopo6u BHHIKAOTE Iig
EILIABOM OJHAKOBOTO IIKigMHBore GAKTODY, AKWIl gie B mith ciM’i (na-
npurnag npodecifing mrixTusicTe). |

Micye cnadrosux xeopob y namonozii modunu. Ha cygacuomy
eTami PO3BHTKY MeJHILUHM 3POCTAE POiE cnajkopoi naTomorii ¥ cTpyK-
TYPpi 3aXBOPIORAHOCTI Ta cMepTHOCTI HaceneHHA. ['eHeTHYHI MOpyITeHHA
€ nprunHO0 50 % MuMoBlIsHAEX BurHAHIE. I3 40 HOBOHApOLKEHNX ORHH
3'apnseThed MepTEAM, T'eHOTHII KOMHOL TIoxuAN MicTaTs 5~10 moren-
nifino fedexTHBENX reHiB. CKNagHi reBeTHYHI MeXaHIBMH NSKATE B OC-
HOBI He JIALIE CIIAZKOBUX XBOP0H, axux sizomo monaz 6 600, ane i cnaa-
KOBOI CXHJIBHOCTI M0 HATATBOX XBODOG.

§ 2. Knacudiralia cnaqKoBHX XBOpos |

PoapisHaooTe reHeTHYHy 1 kniniyHy KaacEdikanil cHAgKORMY XBO-
poS. B ocroRy rerernunol xaacudikanii mokranedo evionorianuit npus-
LI, & caMe; THII MYTAII Ta XaparTep Bzaemodil is cepenosumenm. ¥Vew
CNAZKORY TATONOTII0 MOMKHA POSALTHTY Ha ' ATh Ipyn: 1) remui xmopo-
6u; 2) xpomocomHi xsopobu; 3) MmyarTHdaxTopianbui, abo xsopoln
i3 CIANKOBOIO CXHABHICTIO; 4) PEHeTHYH] XBOPOOH COMATHYHHX KAITHE;
5) xBopoGu reveTHIHo! HecyMicHOCTI MaTepi it naoga. Baacue cnaaxosi
XBopoGH NOALIATHCA Ba ABL BeAUKi rpynu: rexni i xpomocomat,

Feuni xeopobu — cnaakoei xBopo6y, 3yMOB/eH] FeHHEMHA MyTaLisd-
wu., Tpuuunn — mopymiesns xiMiunoi crpyxrrypa reHa (JIHRK). Tomy renni
XBOpOOH HAIMBAIOTH MOJMEKYIADHHMH.

Xpomocomui xeopobu — cIafKoEi XBopoGH, 3yMOBIEH] XPOMOCOM-
HHMH 1 FeHOMHUMM MyTalisam.

Myavmupaxmopiaavii XBopotu, a60 XBopoti i3 CIAZKOBOIO CXMIb- |
HieTio, 3yMOBJieH] KoMOiHANICH TeHETHYHEEX | HEreHeTHYHMX (PAKTOPIE,

Fenemuvxni x60pobu COMAMULHUX KAIMUN BigHeceH] AC CHAKO-
Bix HeZaBHO. Ile moB’A3aHO 3 BURUKHENHAM IPH OHKONOTIYHHX HOBO-
VTBODeHHAX V COMaTUYHHX KJIITHHAX crHenudivyHuX XPOMOCOMHHX
abepanuiit, AKi BUKNAKAKTH AaXTHBAILI0 OHKOreHiB (peTuHObAACTOMA, OYX-
nusa Bixepmea). Iyxansa Binsmea — pax HEpoOR - ypaxkae giteit nepe-
BAKHO BIKOM 0 5 PoKiB, 06yMOB/IeHa MyTailicio Pena, Moxe OyTH 0B’ a-
38Ha 3 IHNIWME AHOMANiAMY T& CHHADOMAMH.

Xeaopobu zenemusnol necymicrocmi mamepi & nroda posBUBa-
I0THCA B pedyabTaTi iMyHomoriwHOl peaknii MaTepi Ha aHTUTEH ILIOKR
(reMoxiTnuHa xEOpoGa HOROHAPOKEHUX ).
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3a KiAEKRicTIO AOKYCIB, BANYICREX 40 IATONOTIYHOTO IPOIIECY, Poa-
PisHAIOTE MOROGZeRHE 1 NoRizenni criagkoEl xBopodu. MosorerHi xBo-
pofu obyMoBeni gier oqHOTO reHA, MoAiTenni ~ kiarkoX renis. Ik npa-
BHJIO, noJiredHi xsopoln — me xBopolH 3i CHagKOBOI0 CXHALHICTION

3a THIOM YCHAAKYBSHHA MOHOTeHHI XBopoGH HOAiAfRTE HA TPH
TPYIH: ABTOCOMHO-A0MIHAHTHI, ABTOCOMHO-peleCHBH] Ta ayerieni si crar-
710 (zominanTni # perecHBHi),

CnajxoBa NATONOriA HACTIABKH DisHOMARITHA, IO 3YCTPIMACTLCA B
UpaKTAOi Memnka 6yEb-akol cmemiansHocTi. Bitoosiawo no menmusux
cnemianbHOCTEHR IcHYe KAINiNKa creyudine coankoBux xBopob. B i1 oc-
HORBI JIeKITh cHCcTeMHN i OpragHnit TPAHUMIH, Po3pisEanTh; CHaIKoB]
XBopobu HEepBoBoi CHTeMH, CITANKORI XBopoOn BHYTPimNAiX oprauis, cnaji-
KOBi XBOpOOH MIKipH, cNagKoBi XBOpo6GK ovell, cnaAKoBl XBopobu iMmux
opranie, Kniniysa kaacudikania cnagarosnx xsopob € ymosuow. Ha- '
npuraay, HelipodifpoMaTos (ZoMinanTHA MyTanis) sycTpiuacTeeg i B
Hefipoxipyprivanx kaigikax (y XBOPHEX POSBHEAKTBECH NYXJIMHH MO3-
Ky), 1 B mxipanx KAIHIKEX, OCKIIBKM ¥ XBOPHX HOABAAIOTECA ILIAMM TA
HeiipodibpoMaTosui ByaaHKy HA IEKIpi.

Hdyxe Mano caffKOBUEX XBOPOD, OpM AKHUX BUGIPKOBO ypamkacThed
ANITe OfHA cHcTema. HaBiTh npm MosoredHiit maTosorii 3a paxyHOK
maeiiorponHoi All reRa BHHHKAKOTE NOPYINeHHA DPiSHMX OpraHis i cuc- L
teM. Biabimiers reHEEx MyTamii, 0co6IMBO XDOMOCOMHEX, BUKIUKAIOTH
TeHepaMi30BAHL NOMITKOMMEHAA HeBHOI TRAHMAN (HANTPDHKIa], XBopobn
CHONYYHOL THAHMHN) 460 3aXomaoTE XKinbka opraHis, Tomy Hararto |
CHAAKOBUX XBOP0O NPOABAAITLCA ¥ BUPAALL cHHAPOMIE a60 KOMIJIEKCY
TATOMOTIMHAX O3HAaK, AKi, Ha nepInuil BUrnax, we 1108’ asani mix coboro. |

§ 3. Ensumonarii (pepmenTonmaTii)

Ensumonamii (pepmenmonamit) — xropobu obminy pevosun, oby-
MoBJeH] gedexTaMi depMenTis. Boun MokyTh GyTH HabyTHMY i cHagKO-
BuMu. HabyrTi eHauMonatii BHRAKAIOTE NPY TOCTPHX 1 XPOHIUHKY 3aXBO- |
ploBaHEAX. MoNeKyIIpHOIO OCHOBOH CIATKOBHX eHBUMONATIH & Aeder-
T depMeHTiB BHACTIAOK MYTanil reqis, o KOETPOMKIOTE CHHTE3 IHX
¢epmerTis. Depment abo SMiHICE CBOIO CTPYRTYDY i HYEKIioHATLHI BIIA- |
cTuBocri, aGo soBeiM He YTBOPIOETECA, ¥ TAKOMY BUUaARy GioxiMivHa
peaxrmid, Mo BiAGYBRETHCA 34 YUACTI0 AAaHOTO hepMenTa, HI0KYETLCA. |
PogpisnamoTs cnagkosi xsopobn: 1) o6miny amigoxnenor — gpexin-
KeTOHYpid, anpbidisM, ATKATTOHYpiA, TOMOUUCTHHEYDiA; 2) 06MinY BYD-
JCROZIB — ranarTosemia, ¢ppykrosemia; 3) obminy ainiais — mnasmaTuy-
Huit minoizros; 4) o0miny nypunis i nipuvinunie; 5) o6Miny MeTaniz,
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Cepea rpyny MOHOTEHHHX (MOJIEKYJISPHUX) 3aXBOPIORAHB XOUiNb-
HO 3YNIHHUTHCA HA CIAZKOBi#A XxBopoOi 06miny aminoxmcnor — ¢exiIKe-
TOHYPIi.

PDeninkemonypia — Ne cuajikoBe 3aXBOPIOBAHHA, AKE, 38 YMOBH
BifcyTHOCTI JiKyBaHHSA, IPHSBOAUTE X0 po3yMoBoi BizcTanocTi. Xoda s
xBopoba He ayxe mommupena (1 guruHa 3 KoxxHuX 8000 HOROHApOMKE-
HEX), BoHa notpebye Benurux surpar. ¥V CIIA, nanpuxnaj, MopoKy
BUTpAYAEThCH KilbKa Minbiionis xosapin HA NiKYyBaHHEA XBOPHX JiTel.
AJle HaBITH e He MOXKHA IIOPIiBHATH 3 THM ropeM, siKke IIPUXOAUTH ¥
ciM’10 3 HAPOAKEeHHAM XBOPOL AUTHHUA.

PDeninkemonypia — 1e XxBopoba, AKa sMiHwe MeTaboMi3M (3aTHICTE
opragismy aacsoosaTu ixy). [iTu, HapojxeHi 3 deninkeronypicto, He
sgaTHi MeTabonisyeary deninanania (vacTHHA NpoTeiny), AKK Yepes Le
HaKOIMuyeThed B kposi. Taka HeropMansHA BUCOKA KinbKicTs perina-
NaniHY NePemKOAKAE HOPMAILHOMY POSBUTKY MO3KY.

iy, axi HapoAuIHCcA 3 PeHiIKeTOHYPi€I0, B mepnli KLIbKA MiCANiB
SKUTTH 3AIOTHCH HINTKOM HOPMATLHUMM,. AJle AKNIO JiKYBAHHSA He PO3-
no4aro, yepea 3—5 MicALiB BOHM MOYMHEAIOTE BTpavaTH iHTEpEC A0 OTO-
YeHHS, KoK IM BUTOBHIOETHCA PikK, BOHM Bie € poayMoso Bigcrani, [itu
3 (peHiIKETOHYDi€IO YACTO € ApariBauBi, Hecnokifni # nepramMonni. Ha-
BKOJO HUX MOMHA HDOUYTU 3aIAX IJICHABMA, BOHM YACTO M8IOTH CYXY
mrkipy i BucunKy Ha nii, Jlesxi HABITH MOXKYTH MATH KOHBYJLCII (cyzo-
mu). fIX OpaBua0, BOHU Jyxe AoOpe PO3BMBAIOTECH (QisMYHO i MalOTh
criTnine Bostoces, Hixk Ix poxudi.

deninkeToHypina € CIAZKOBOIO XBOPOGOK), BOHA OPOABAAECTECA JIXILIE
Tomi, xony o6uaBa 6aTHKU MalOTh TeH XBopolu i mepexaoTs Horo au-
i, AKI0 B KokEIN KAiTHHE]L € ol HOpMAaTEHUY res 1 oauH rex Qenin-
KeToHYPii, To Taxa JIONUHR HAsUBacTRCH HocieM. Bona He Ma€ HifAKHX npo-
aBiB XBOPOGH, AJle MOJKe IlepeJaTH XBOPOONUEBHY reH CBOIM HALBAKAM.

flxmo o6uaRa GaTHKH € Hocismu, To icHye 25 % ma=rcis (1 is 4), mo
KOKeH i3 HMX nepefacTsb AeQeKTHUHN reH AUTUHI, BUKIUKAIOYUHY TAKUM
YHHOM HAPOZKEeHHS XBopol AuTunu. € rakowx 25 % mancis (1 is 4), mwo
BOHH MepeRaryTh 340POBi PeHH i AUTUHA HAPOAUTHCA LiNMKOM 3Z0POROI).
I, mapemTi, € 50 % mawcis {2 ia 4), mo y suTHHEKM GyJe OfUH HOPMATLERN
reH i onun res ¢eninkerorypii. B nromy Bunazxky aaTuHA 6yAe HOCleM,
aK i i OaThKM.

IIna Ko)xHOI BAriTHOCTI NIAHCH OJHAKOBI, TOMY B cim’i BCi 1iTH MO-
MYTBL 6YTH SK 3Z0POBHMMY, TAK 1 XBOPHMH Ha (eHinKeTOHYpio, abo OyTu
HOCiAMM. :

IliarHocTyBaTH QeHINIKEeTOHYPi0 MOXHE 38 JOTIOMOT0I0 CIeliaih-
HOUO TECTYBAaHHH KpoBi (morpifHo JsMme Kinska Kpanesb), KON
AMTHHI JUne nBa AHI TAa BOHA 3HAXOAUTHCS B TOJOroBoMy OYAMHKY.
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ITpo6u kposi ananisyoThca Ba BMiCT eHLIananiHy i BMaHaUaeTRCA IPK-
YUHA HOTO DiJBUO(CHHA, AKIO TAKE €.

IcHye Takox TecT cevi, aje BiH Ja€ MeHII HAXIHI pe3yabTaTH.

JlixyBatn herinxeTorypio MoxauBo. JIUTHHA IIepeBOAUTHCH HA
CienmianpHy Ki€TY 3 HUIBKUM BMicToM derinananiny. Ile osnavyae moBHy
HeOPUHNHATHICTE KOPOR'AY0r0 MOJOKA, 3BHYANHNX MOJIOYHUX cyMimeii
a6o M’sca, 60 i npoAyKTH MAIOTH 3abararo geninananiny.

CnouaTKy ANTHHY rOAVIOTE TIIBKH COeHiANbEHOIO MOJIOTHOKO cyMim-
110, B fAKii 30BCiM Hemae denisananiny. Ilisginie 5oaaTs nesHi 0801
Ta iHIIi NPOAYKTH 3 HUSBKHAM BMiCTOM IBOro BUAY NPOTEIHY.

Jduruna 3 deHinkeroHypicio MoTpefye peryaspHoOro TeCTYBAHHA
KpOBi, TOMY [0 X2PYVBAHHSA BAJEUTH Bifl BMicTy deninananiny B Hiil,
HixTo He 3Hae, #IX JOBro MOBHHHA IANMUINATUCH AUTHHA Ha NoxiGHIN
Aieti. € nani, mo NpuNUHEeH A AiCTHYHOTO XApPUYBaHHA Y Bini 6—8 poxin
MOXKe NPHABRECTY A0 3MiH y DOBENIHII Ta pOSBUTKY He3JATHOCTI KO HA-
BUAHHA. ¥Yci il nuTanHA 6aTbKH NOBUHHI BUPIIIYBATH TiNEKHU 3 Hikaps-
MU, AKi npodininy cnemiaisHy NiAroTOBKY 3 theHiTKeTOHYpII.

Koun xinka 3 peninkeToHypi€io crae BariTHOW0, CKOpime 3a Bee, ii
JUTHHA HAPOAUTLCA PO3YMOBO Bifgcranorw. CLoroaHi e cTano genuies-
HOIO N1po6yeMolo, 60, AKIIO Ii MIHKM NPUTPUMYBATUCS JTiIKYBAHHSA, BOHA
EXPOCHH IIJIKOM HODMAaJLHUMH i Telep MaloThk BJIACHUX AiTel, IX miTu
pinxo yemagKoByOThE QeHinKeToHYpI0, ane ix Mozok me B yrpo6i no-
MIKOMEeHNH HeHOPMAJIEHHM MeTaboaisMoM MaTepi. 3BMuaiino, TaxuM
TiTaM XieTa gonoMorTu sXKe HE MOXKe.

Onuave poayMoBiit BifcTAMOCT MOXHA 3aTIOGITTH, AKILO MATH BiAHO-
BUTE JieTy JO MOYaTKY i mix dac sariTHocrti. [IpoGrema B ToMy, IO KiBKA
YACTO BATITHIIOTE, He GaXKaOUM UBOTO, 1 YINKOMIKEHHA MOSKY ILIIOA MOMKE
NIOYATHCA JO TOT0, AK Ai€THUHE XapuyRaHHA cTaHe edeKTHEHUM. KpimM
TOrQ, TaKa AI€Ta AOPOTO KOUITYE, He3pywHa i HeIpueMHa I Mojel, AKi
Ba{e IBUKJH A0 HopMaJabsHoI Ixi. Yacom xinku 3a0yBaioTs, 110 BOHK B
KUTHHCTBL KOJUCH inu cneniansny ixy, a60 iM HHOro He Po3aNOBIZAIOTE
GaTexH.

Mo auBo, 3roxoM 3’ ABAATHCA edekTuBHiMM MeTOoAR NikyBaHHA i
sanobirauus geHlnkeronypii, BYeHi npanio0Ts HAX IKMU MTUTAHESIMH,
y Toil yac AKX JiKapi nocTifiHo HAMArarThCA BIPOBALSKYBATU HOBi HO-
CATHEHHS B MPAKTUKY OXOPOBU 3T0POB’A.

§ 4. XpomocomHi xBOpOGH
Xpomocomni xeopobu — cniagkosi xsopobu, 06yMoBIeHi TeHOMHN-

MH (3MiHa YUCHa XPOMOCOM) i XPOMOCOMHMMY {3MiHA CTPYKTYPH XPOMO-
coM) MyTanismMu. XpoMocoMHI XBopobi, K Npasuio, He NepeAaiThCH
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