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IS

CIIAAKOBICTbD SIK IIPUYUHA I YMOBA PO3BUTKY XBOPOBb

YIK 616-03:575.1

JlroquHa € CKIIaJ0BOI0 YacTHHOW Oiocepu i mpoayKToM ii eBoJoLii, TOMY 3aKOHOMipHOCTI GiONIOTiYHKMX MPOLECIB,
sIKI MaloTh YHiBepcaJbHE 3HA4eHHs, B MOBHIM Mipi cTocyloThes i JitomuHd. OKpiM MatoreHHWX (akTopiB HABKOJHUIIHBOTO
CepeOBHIIa Y PO3BUTKY XBOPOO JIIOAMHM 3HAYHY POJIb BiAirparoTh reHeTnuHi dakropu. OTie, 3aKOHOMIPHOCTI CHaIKOBOCTI i
MIHJIMBOCTI, 3'ICOBaHi 3arajbHOI0 F€HETUKOIO Ha YUCICHHHX OUIbII MPOCTUX 00'€KTaX, MOXKHA MOBHICTIO MEPEHECTH HA JIIOAUHY
Ta 1 MOIyJIsIii.

3HaHHS TEHETHUKH JIIOIMHH, JeTaJbHE 3HAHOMCTBO 3 POJOBOJAMH JIFOACH, IO 3BEPTAIOTHCS 3a KOHCYJIBTALIER0,
JI03BOJISIFOTh JIIKapEBi-reéHETHKOBI OLIHIOBATH CTYIiHb PH3HKY B KO)KHOMY KOHKPETHOMY BHITQ/IKY.

Kumrouogi ciioBa: xBopoba, CiaikoBicTh, TeHETHKA.

JlromuHa € CKIaJ0OBOK YaCTHHOI Oiocdepd 1 MPOAYKTOM Il €BOJIOLIi, TOMY 3aKOHOMIPHOCTI
O10JIOTIYHMX TIPOIIECiB, SIKi MAIOTh yHIBEpCAIbHE 3HAYCHHS, B TIOBHIM Mipi CTOCYIOThCS 1 momuan. OKpim
MaTOreHHUX (PakTopiB HABKOJIMIIHBOTO CEPEAOBHINA Y PO3BUTKY XBOPOO JIIOIMHM 3HAYHY POJIb BiJirpaioTh
regetruHi ¢paxropu.[3] OTKe, 3aKOHOMIPHOCTI CIIAAKOBOCTI 1 MiHIMBOCTI, 3'ICOBaHi 3arajbHOI0 TEHETHKOO
Ha YHCJICHHUX OUTBII POCTUX 00'€KTaX, MOYKHA ITOBHICTIO IIEPEHECTH Ha JIFOUHY Ta {1 MOy JIAIIii.

OCHOBHMMH METOJIaMH T€HETHKH JIIOJUHH € TeHEATOTTYHUH, OMTM3HIOKOBHI,
UTOTCHETUYHMA, 010XIMIYHUH, MOMYJISIIHHO-CTATUCTUYHIIM, OHTOTCHETHYHUH, IMyHONIOT19HIH. Bei
BOHH BiZOWBAIOTH ii 0COOIMBOCTI SIK TeHETHIHOTO 06'€kTa.[6]

I'eneanoriunnii Meton (METOA aHai3y PpOMOBOJIB) JO3BOJISAE IMEPeOOPOTH CKIATHOCTI, IO
BUHHUKAIOTh y 3B'A3KY 3 HEMOXIIMBICTIO CXPCILIYBaHHA 1 MaJOIUTIAHICTIO JoAuHH. Ilicnms ckimamaHHS
POJIOBOY TIOUHHAETHCS BIIACHE I'eHEANoriuHuil aHami3. Moro MeTa - JaTH 3aKIIOYEHHS MPO TEHETHUHY
00yMOBIIEHICT O3HaKM (XBOpPOOM) i BHM3HAUMTH THIT il YCIIaJKOBYBaHHS. 3ajJ€:KHO Bix JIOKaji3arii
MYTaHTHUX TeHIB (B ayTOCOMi 4YM B CTaTeBii XpOMOCOMI) Ta OCOOJMBOCTEH T'CHHHX B3aEMOJIIi
(IOMiIHAHTHICTB, PELECHBHICTh Ta 1H.), PO3PI3HSIOTH TaKi HAWBAXKJIMBIIII THIM YCIaIKOBYBAaHHS
MOHOTEHHHX O3HaK (B TOMY YHCII i CITAAKOBUX XBOPOO) y JIIOAMHHU. ayTOCOMHO-IOMIHAHTHHI (SKIIO reH
JIOKAITI3y€eThCsl B AyTOCOMI 1 € TOMIHAHTHUM); ayTOCOMHO-PELIECUBHUIA (SIKILIO T€H HAJICKUTh ayTOCOMI 1 €
pCLECHBHIM); ayTOCOMHO-KOJIOMIHAHTHHMH (SKIIO aJjejbHI TeHH KOJOMIHAHTHI 1 3HAXOIATHCS B
TOMOJIOTIYHHMX ayTOCOMax); X-3ueIlUICHWH JTOMIHAHTHHN (AKINO JTOMIHAHTHHN T'€H JIOKAl3yeThes B X-
xpoMocomi); X-3uerieHuil perecuBHui; Y-34eIIeHnil TUIT (IKIIO TeHH KOAYIOTh TONAHIPHYHI O3HAKH);
IUTOIIa3MATHIHUN TUT YCIIAKOBYBaHHs (03HAKW BH3HAYAIOTHCS TeHAMH IUTOILTAa3Mu) [1].

[MpuknagoM ayTOCOMHO-IOMIHAHTHOTO YCIAJKyBaHHS € YCHaiKyBaHHS Takoi JIOMIHAHTHOT
O3HaKH SK «rabcOypsbka Tyba» (TOBCTa BHUIIHYTa HIDKHS T'y0a), sKa IMPOCITIIKYEThCS B IHHACTIi
['abcOyproB, moumnatoun 3 XV cT. AHaJOriyHe YCHaJIKyBaHHS JIETKO BHSBISIETHCS MAJSL O3HAKH
OpaxHIaKTiTisg, Y KOPOTKOMAJICTh, YHACHiJOK HEIOPO3BUHEHHs (3pomIieHHs) KiHueBux ¢ananr. [lo
JTIOMIHAHTHOMY THIIy YCHAJKOBYEThCS TaKWil me(eKT, sIK aXOHIApOoIria3is - KapJIMKOBICTh, 3B'A3aHa 3
Pi3KMM YKOpOUEHHSAM KiHIIBOK, 1 iH.

BukopucTanHsi TeHEaJOriyHOTO METOAY [O3BOJMJIO YCTAaHOBHTH XapakTep YCHaIKyBaHHS
reMo(iii A, 41 Tak 3BaHOl KOPOJIiBChKOI reModiii. L[ 03HaKa - He3ropTaHHs KPOBi BHACIIIOK Ae(hEKTY
YM BiJCYTHOCTI B Oprasismi auTuremodinbHoro rno0yminy (um dakropa VII) - Bupaxaerscs B
KpOBOTEYAX, 110 HE3YNMUHAIOTHCS, BAHUKAIOYHNX MPYU HAMEHIINX OPaHEHHAX, 1 IPUBOJUTH 10 3aruoeni
XBOPUX y PaHHbOMY Billi. Y XBOpHUX HE YTBOPUThCSA (GiOpuH 3 (QiOpHHOreHY, a came HUTKH (HiOpUHY
BIIIrparoTh BYKJIMBY POJIb y PEaKIIil 3ropTaHHs KPOBi.

Iemodiniss A ycmagkoBYeThCSl K O3HaKa 34eruieHa 3i ctaTTio. O3HaKa BUSIBISE THIIOBE KPHC-
KpoC ycnaaKyBaHHs. YOJIOBIKM XBOPIIOTh YacTillle, OCKIIBKMA MaroTh BCHOTO OAHY X-Xpomocomy. Bimomi
BUNAAKKA remModimii B kiHOK. JIiKyBaHHS XBOpHMX 3aCHOBaHE Ha BBEICHHI iM BEIMKHUX KiJIBKOCTCH
aHTUreMOo(d1JIbHOrO TII00YIIIHY, 0IEPIKYBAHOTO 3 JJOHOPCHKOT KPOBI.

[Hmwmii Tvn - remoginist B - BiakpuTHii mopiBHAHO HegaBHO. BiH 3B's13aHuil 3 JeeKTOM IHIIOTO
(dakTopa 3ropraHHs KpoBi - TpoMmOomIacTiHa, 4 ¢dakropa IX. Ile Takoxk periecuBHA 03HAKa, 3UCIUICHA 3
crarTio [2].
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Bnu3HIOKOBUH METOJI BUKOPUCTOBYETHCS JUIS 3'ICYBaHHS CTYICHS CIaJKOBOT 00yMOBIIEHOCTI
TOCITIKYBaHUX O3HAK. Bix m03B0IIsIE€ MOPIBHIOBATH BIUIMB TEHOTHITY 1 CEPEIOBHUIIA HA PO3BUTOK O3HAK.

CyThb IMTOTEHETUYHOTO METONY MOJSIrac y BHUBYEHHI OyJOBH OKPEMHX XPOMOCOM, a TaKOX
0CO0JIMBOCTEH HAOOPY XPOMOCOM KIIITHH JIFOJWHU B HOPMI i martosorii. [Topsi 3 BUBYCHHSIM MiTOTHYHUX
XpOMOCOM KOPHCHY i1H(OpMAILiI0 OAEPKYIOTh 1 MPH CIIOCTEPSKEHHI 1HTep(ha3HUX KIITHH. 30KpeMa,
JKIHOK BiJl YOJIOBIKIB MOKHA BiIPI3HUTH 110 HAsBHOCTI B iHTepdasHOMY sapi Tkl Bapa, un crateBoro
XpoMaTHuHy. s IbOro JOCHIHKYIOTh CTaTEBUI XpOMAaTHH y KIIITHHAX 3iCKpiOKa CIM3yBaToi 000JIOHKH
poTa, maM’ ATar04H, 0 KIIBKICTh TiTelh bapa, ToOTO TTHOOK CTaTEBOTO XpOMAaTHHY, JOPIBHIOE YHCTY X-
XpOMOCOM MiHyc oawHMI. Llei mpuiioM IMMPOKO 3aCTOCOBYETHCS IS BH3HAYCHHSI T€HETUYIHOI CTaTi
MALI€HTIB Y MPAKTHII MEIMYHOI TEHETUKH, @ TAKOXK Y CIIOPTUBHINA MeIHIHi [6].

Han3eruyaitHo mepCrieKTUBHUMH € Oi0XiMiuHI METOJIM, IO JO3BOJIAIOTH BH3HAYaTH TOW a0o
iHmMi neexT oOMiHy pedOBHH.

Bararo cnankoBux 3axBOpIOBaHb 0OYMOBIIEHI MeBHUMHU AedekTamMu oOMiHy pedoBuH. s pagy
3aXBOPIOBAHb IIi ACPEKTH YK€ BCTAHOBIICH], Is 0arathox Iie He BigoMi. Lle 3axBoproBaHHs, 00yMOBIICHI
MOPYIICHHSAM:  aMiHOKHCJIOTHOTO,  BYIJICBOJHOTO, JIINIHOTO, CTEPOIMHOTO, IYPHHOBOTO 1
MPUMITAHOBOTO OOMIiHIB, OOMIHY PEUOBHH Y CIIONYYHIN TKaHWHI, M's3aX 1 KICTKax, CTpYKTypH Tema i
nopdipuHy, 0OOMiHYy pEYOBHH B EpUTPOLMTaX 1 iXHBOI CTPYKTypH, aHOMauii OOMiHYy MeTaiB,
3aXBOPIOBAHHS, IO XapaKTEPHU3YIOThCS JIEPEKTOM TPAHCIIOPTY PiZHOMAHITHUX PEUOBHH, 3aXBOPIOBAHHS,
BUKJIMKaHI aHOMAJIISIMH CTPYKTYpH 1 PyHKIIIT pepMeHTIB 1 OLIKIB IJ1a3MHu.

CnaaxoBi nedektd 0OMiHy pedoBHH 010XiMIiYHO MOXYTh OYTH J1iarHOCTOBaHI 3a JONOMOT o0 1)
BU3HAYCHHS aHOMAJIBHOTO Oinka (CTPyKTypHHX OUIKiB a0o QepMeHTIB, TakuX SK aHOMAJbHI
reMorIo0iHu, IceBaoxoinecTepasa, ' 6M/I); 2) BU3HAYEHHS POMDKHHX MPOAYKTIB 00MiHy (IepuBaTiB
a00 MIHOPHHX PEYOBHH), IO 3'ABJISIOTHCS BHACIIOK MEHETHUHOTO ONOKY MpsiMOi peakiii oominy. Ile
HaHOIIBIIE MOMIMPEHUA METOJI JIIaTHOCTHKY PI3HOMAHITHUX CH3WMOIIATIH, X04a i MEHIIE TOYHHN, YHM
MepUINA METO/I.

Jlns BU3HAYEHHS MOPYIICHb OOMIHY aMiHOKHICIIOT IOCIIKYIOTh KpoB ab0 cedy IMaIieHTa, TOMy
IO MPH OLIBIIOCTI BiJOMUX MOPYILIEHb aMiHOKHUCIIOTHOTO OOMiHY aMiHOKHCIIOTH 3'SIBJISIOTHCS SIK Y KPOBI,
TaK i B cevi (aMiHOauumypis).

IlomymaAmiitHMA METOM, YW METOAW TEHETUKH IIOMYJIAIiM, IIMHPOKO 3aCTOCOBYIOTHCS B
JOCHIDKEHHSIX JIoAUHU. BiH Hajgae iHGoOpMawLilo Npo CTyMiHb TETEPO3UTOTHOCTI 1 momiMopdizmy
JIIOJICHKUX TIOMYJISAIIN, BUSBIISE PO3XOKEHHS YacTOT ayieliell MiX PI3HUMH TOMmyJssnisMu. Tak, poope
BHBYCHE ITOIIMPEHHS ajelield cucteMu rpyn Kposi ABO.

Bigowmi mpukiaan yMOBHO aIaiTHBHUX ayeliel. Jlo iIXHROro 4uciia BiTHOCUTHCS Taka TeHETHYHA
aHoMaJlisl, SIK CEpIOBUIHOKIIITHHHA aHeMisl. PeriecnBHa anenp, o0 BUKIMKAE B TOMO3UTOTHOMY CTaHI 1e
CIIAJIKOBE 3aXBOPIOBAHHS, BUPAKAETHCS B 3aMiHI JIUIIIE OJTHOTO aMiHOKHCIOTHOTO 3aJIMINKY B [3-JIAHIIOTY
MOJIEKYJIM TeMOTJIO0iHY (IIyTaMiHOBa KHCJIOTa Ha BaJliH).

VY momynsAuisix MIOJUHM TaK €caMo, SK 1 B MOMYJSLiSX iHIIUX OPTaHi3MiB, y T€TEPO3UTOTHOMY
CTaHI MICTUTBhCS 3HAYHUN T€HETHYHWH BaHTaX, TOOTO PELECHBHI ajeii, M0 MPUBOASTH OO0 PO3BUTKY
pPI3HUX CHAAKOBUX XBOPOO. ITigBUINIEHHS CTyIEHS iHOPUIWHTY B TOIMYJISIISX MOBHHHO MPUBOIUTH IO
MiJBUIICHHS YacTOTH TOMO3UTOTH3Allil pelecuBHUX anenei. Ll 3akoHOMIpHICTH 3acTepirae Bin
ONMU3BKOCTIOPIAHEHHX UTIOO01B.

JIxepesaoM TeHeTHYHOTO BAaHTaXy CIy)KaTh MyTallii, MO BHHUKAIOTH Y MOMYJSISX IJIOAHHU
9acTO CIIOHTaHHO I Ai€f0 (aKTOPiB HABKOJHUITHHOTO CEPEAOBHINA, CEPENl SAKUX yce OIIbITY IMUTOMY
Bary Ha0yBalOTh TaK 3BaHi aHTPONIOTeHHi (PaKTOPH.

YacToTa XpoOMOCOMHHX a0eparliii i TeHOMHHMX 3MiH 3HaYHO TIEPEBHIIYE YaCTOTY TEHHUX MYTAaIlii.
Benuky nmuromMy Bara B pillieHHI Ipo0JIeM TeHEeTUKH JIFOIUHA 1 MEIMIHOI TeHETUKH Ma€ OHTOTCHETHIHUH
METOJ, KU MOJIATae y BUBYCHHI 3aKOHOMIPHOCTEH MPOSIBY SKOICh 03HAKHM a00 3aXBOPIOBAHHS B MpOLEC
1HAWBITyalIbHOTO PO3BUTKY.

IMyHONOTIYHMI METOM TOCIHIHKEHHS 3aCHOBAHWM Ha BHWBUYCHHI aHTUTECHHOTO CKJIAAy KIITHH i
PiAMH TIOACEKOTO OpraHi3My - KpOBi, CIMHH, IITYHKOBOTO COKY 1 T. II.

CroronHi y moauau Bigomo noHaa 4 000pi3HuX CHagKoBHX O3HAK XBOPOO Ta BUPOMIMBOCTEH,
10 00yMOBJIEHI XPOMOCOMHHMH, TeHHUMH 1 TCHOMHUMH MyTaIlisiMi. YacToTa XpOMOCOMHHX 1 T€HOMHHX
MyTalii y TOMyJIALisX Habarato BHINA, HiXK TeHHUX. IX HAsBHICTh Y CTATEBUX KIITHHAX MOSCHIOE BUCOKY
JICTAJBHICTh TAMET 1 3WIOT Ha paHHiX cramisx po3BuTky (mo 50-70%). KopcrokoMy THCKY A000py
HiASATaI0Th y MEPITy Yepry XpOMOCOMHI 1 TeHOMHI MyTalii. BijgbIIicTe Takux XBOpOoO € CriopagundHuMH,
TOOTO BOHM BHHHKAIOTH 3aHOBO BHACIIIIOK T€eHOMHEX (200 XpOMOCOMHHX) MYTallifi y raMeTax 3J0pOBHX
0aTpKiB 200 y 3UroTax 3a MepIINX X MITOTHYHHUX MOJ1TIB.
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XBOpUX 3 yCIaIKOBAaHUMHU XPOMOCOMHHUMH XBOPOOaMH B TIOMYJIAIISX JIFOAMHN HebaraTo, 00 Taxi
XBOPI B TIEPEBAKHIN OLIBIIOCTI MMOMHUPAIOTH Y JOPETPOTYKTUBHOMY BiIli. Bee sk HE0OXiTHO pO3pI3HATH
cerperaiiiHuii (BUILCIUICHHS YCNAJKOBAaHUX MyTaliil) i MyTauiiiHuii (3a paXyHOK HOBHUX MyTallii)
TCHETUIHHUNA TATAP TTOIMYJISIIIN.

3 reHeTHYHOI TOYKH 30py BCi XBOPOOH 3aJICKHO BiJl BiTHOCHOTO 3HAYEHHS Y iIXHBOMY PO3BUTKY
cnagkoBux (akTopiB i (pakTOpiB ceperoBHIAa MOXKHA MiIPO3IITUTH Ha 3 TPYNHU. CHAagKOBI XBOPOOH,
XBOPOOH 31 CIIAIKOBOIO CXWJIBHICTIO, HECTTAIKOBI XBOPOOH.

CrnankoBUMH XBOpOOaMHM Ha3WBalOTh TakKi XBOpPOOW, MPUYMHOIO SKUX € MyTamii. Ilposs
MaTONOTIYHOT Aii MyTamii sIK eTiojoriyHoro (pakropa MpakTUYHO HE 3aJICKHUTH BiJ cepemoBuia. BoHo
MOXKE TIUIBKM MIiHSATH 1HTGHCHBHICTh MPOSIBY CHUMIITOMIB XBOpPoOM i TsDKKicTh i1 mporikaHHs. [{o
3aXBOPIOBAHb Ili€l TPYITH HaJeXaTh XPOMOCOMHI # TeHHI CITaKOBi XBOPOOHU 3 TIOBHMM IPOSIBOM (XBOpoOa
Hayna, uHeiipodibpomaros, remodimis, HeHiTKeTOHYpis, MyKOBICITHI03, aXOHAPOILIasis # 1.1.). XBopoba
MOXE MpOSIBISITUCS HE OOOB'SI3KOBO B JUTAYOMY, aje i y OyIab-KOMy Billi (HAIpUKIA®, SK yKe
BKa3yBaJlocs cepe/IHiil Bik mo4yatky xopei ['eHTunrrona nopisatoe 38-40pokam).

IIpo xBOopoOM 3i CMATKOBOIO CXUJIBHICTIO TOBOPATH TOZi, KOJIM XBOPOOa PO3BUBAETHCA B OCI0 3
MEBHOI0 TEHETUYHOIO XapaKTepUCTUKOIO IiJl BIUIMBOM (HaKTOPiB HABKOJIMWIIHBOIO cepenosuiia. Lli
XBOpPOOM HA3MBAIOTh TAaKOX MYJbTU(AKTOpiaTbHUMHU. [ MEHEeTpaHTHOCTI MYTaHTHHX TE€HIB, IIO
BUKJIMKAIOTh TaKi XBOPOOM HEOOXiMHUH BiAMOBiAHMN (DaKTOp HABKOJHUIIHBOTO cepeaoBuiia. Jlo Takux
3aXBOPIOBAHb BITHOCSATHCS, HANPHKIAM, ACSIKi GopMmu momarpu, aiadery Tomo. BoHM pO3BHBAOTHCS
MicJIsl KOHTAKTIB 13 30BHIIIHIM (DakTOpOM, SIKMH BHKIIHMKAaE MPOSIB XBOPOOH 1 AKMU crieungiuHuil 1is
KOKHOTO MyTaHTHOTO TeHa. B Toii ke 4ac 4acToTa BUHUKHEHHS W TSDKKICTh MPOTIKAHHSI XBOPOO iCTOTHO
3aJIeKaTh BiJl CIaaKOBOI CXMIIBHOCTI (IK B iHIWBiZyaasHOMY, Tak ¥ y TpyHoBOMY BapiaHTi). J[o Takux
XBOPOO BiAHOCATHCSI aTEpOCKIIEPO3, TIMEPTOHIYHA XBOPOOa, TyOepKymnbo3, ek3eMa, Icopias, BUPa3KoBa
XBopoOa i iH. BoHM BMHHKAIOTh MiJ €0 30BHILIHIX (akTopiB (iHOAI HE OJHOTO, a MPH CIIOIYYCHHI
0araTbox) HabaraTo 4acriie B 0Cib 31 CIagKOBOIO CXMIBHICTIO.

Y [OXOMKEeHHI HEcNaaKoBUX XBOpOO BHM3HAuajbHy pOJIb Biarpae cepenosumie. Croau
BiJTHOCSTBCS OLIBINICTh TPaBM, 1H(EKIIHHNX XBOPOO, OMIKK U T.J. YMOBHO CHAJKOBI XBOPOOHM MOXHA
PO3IUIUTH HA TPU BEIUKI TPYIH. XBOPOOM OOMIHY pPEUOBHH, MOJIEKYJISPHI XBOPOOH, SKi 3BHYANHO
BHKJIMKAIOTHCSI TEHHUMHU MYTAIlisIMH, 1 XpOMOCOMHi XBOPOOH.

XBopoOu 00MiHY pedoBHH. XBOpOOWM OOMIHY PEUOBHMH JIOAWHUA 3 TMO3UIlH TCHETUKH CTaJH
BHBYATH B)KE€ Ha MOYATKy HaIIoro cropiuus; 3okpema A. I'appox B 1902 pomi mociipKyBaB BPOKEHI
"moMuTkH" MeTaboII3MY.

[IpuknazoM cagKoBHX 3aXBOPIOBaHb, IPUYMHOIO SIKUX € TEHHI MyTallil, 0 OJIOKYIOTh OOMiH €
anpOiHI3M  (3ycTpivaerbes 13 wacrororo Big 1:10 000 mo 1:200 000), sikmii XapakTepH3yeEThCS
ITIIBUIICHOI0 YYTJIMBICTIO IO COHSYHOTO CBITJA Yepe3 BiJICYTHICTh IIKipHUX IIITMEHTIB, & TaKOX Y
CHUBHHOIO U fie)eKTaMu 30py.

DeHinkeToHYpis 3ycTpivaeThes cepen HeMoBIAT i3 yactororo 1:10 000,a B momysmsimii 1-4:100
000. Slkmo He MOCTaBUTH CBOEYACHUH MIarHO3 1 HE BHMKIIOUMTH (DEHiTalaHiH 3 DKI HEMOBJATH, TO
MIOPYIIYETHCSA MI€EJiHI3AIlsl MO3KYy, PO3BHBAETHCS Mikporedaris, pi3ko BHpa)xeHe CI1aboyMCTBO.
3aTpuMKa HEPBOBO-TICUXIYHOTO PO3BUTKY CIOCTEpIraeTbcs W MpPHU THUPO3MHO31. AJKAaNTOHYpis
TPOSIBISIETBCS B CEPEIHBOMY Billl Y BUTIISII 1epOPMYIOUMX apTPHUTIB KiHIIBOK i XpeodTa [2)].

MonekynapHi XBOpoOM Ta iX TpwYMHA. Mexa MDK XBOpoOamMu OOMiIHYy pEYOBHH 1
MOJIEKYJSIPHUMH XBOpOoOaMH yMOBHa W CKoOpillle BiZOMBa€ CTYMiHb 3HAaHb MPO TNPUYMHH CHAAKOBOI
aHomanii. JleTanbHO BUBYCHE 3HAYHE YHCIO TaK 3BaHUX TeMOINIOOIHOMATIH, TOOTO XBOpPOO, IO
BUHMKAIOTh Yepe3 CMajKoBe MOPYIIEHHS CTPYKTYpU reMornobidy. Ix Bimomo Gimeme 100 ais o i B-
JIaHITIOTIB T7100iHy. ['eMormobiHonarTii po3pi3HAIOTh 3aJEKHO BiJ MOJICKYJISIPHUX MPUYINH BHHUKHCHHS:
3aMiHM aMIiHOKHCIIOT i TanaceMii. Tamacemil MOB'sI3aHi 3 MOPYIICHHAM CHHTE3y O- abo [3-TaHIoriB,
HAIpPUKIIAJ 3 YIOBUTbHEHHIM a00 MPHUIMMHEHHSIM IXHBOTO CHHTE3Y.

IIpuamHamMu TamaceMmiii MOXKyTh OyTH nemerlii, HalpuKiIad, OJHOTO abo OINbINe CTPYKTYPHHX
renis Hba. Jms O-maHIiora € B HOPMi YOTHPH TeHM. TSDKKICTH 3aXBOPIOBAHHS KOPEIIOE i3 UHCIOM
BTpaueHUX KOIIil reHa.

B-Tamacemii MOXyTh OyTH 3B'sI3aHi K 3 JEICIISIMU, TaK i 3 TOYKOBUMH MYTAI[isIMH CTPYKTYPHOTO
T'eHa, sIKi MIPUAYIIYIOTh 200 MOBHICTIO IPUIHUHAIOTH CUHTE3 MOJINENTHLY.

Jlo MonexymsipHUX XBOpOO HajexaTh aHOMaJil TeHETHYHUX TPOIIECiB, HAMIPHUKIIA, MTOPYIICHHS
perutikamii i pemapanii JIHK. Haiikpaiiie BuB4eHi pizHi (OpMHU HMIrMEHTHOI KCEPOJACPMBI - PELIECUBHUI
ayrocoMHU#l nmedekT ekcumsiiiHOi pemnapamii # camoi penaparuBHoi JIHK-momimepasu. Xsopi
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MIIrMEHTHOIO KCEPOICPMOI0 TPOSBIAIOTH IMABHUINCHY UYYTIHUBICTH MO Ail COHAYHOTO CBITIA, V HHUX
PO3BHUBAETHCS paK MIKiPH.

Hedextu cucrem penapaii BUSBICHI i NPH 1HIINX CIaJKOBUX 3aXBOPIOBAHHSX. Tak, Ipu aHeMil
dankoHi JAeheKTHUM € eTanm BUpI3aHHS yHIKoKeHol AiaHku 3 Mojekymu JIHK (mopymienuit cuntes
eK30HyKJIea3n). Y BHUIIAAKy aTakcii - Teneanriexrtasii (cuampom JIyi Bap) Takok yIIKOMKEHI CHCTEMH
pemnapartii, o BUPaKae€ThCs B I IBUINICHHI YyTIUBOCTI KIIITHH XBOPHUX JI0 il BUIIPOMIHIOBAHB 1 XIMITHHX
MYTareHiB, sKi pPi3KO 30UTBIIYIOTH Y HHX YacTOTy XpOMOCOMHHX aOepaiii (0iam3pko 7,5% mns
mimboruTiB nepudepuunoi kposi). IIpu pamioTeparii TaKMX XBOPHUX CIIOCTEPIrarOTHCSA YCKIIAAHEHHS
1HOMI 31 CMEPTENBRHHM pe3yibTaToM. MeXaHI3MH pemnaparii MopylieHi ¥ y BHIIamKy mporepii, ado
Heper4acHoro CTapinHs, i cuapomy bioma [3].

XpomocoMHi xBopoOu. llell THI cragkoBUX 3aXBOPIOBAaHb IMOB'SI3aHUMA 31 3MiHAMHU 4YuciIa abo
CTPYKTYpPH XpOMOCOM. XapaKTEpHOIO BIAMIHHICTIO OUIBIIOCTI XPOMOCOMHHX XBOpPOO BiIl XBOpPOO,
MPUYUHAMY SKUX BUSBJISIOTHCS TCHHI MYTallil, € IXHE MMOBTOPHE BUHUKHEHHS, a HE YCHAJKyBaHHS Bij
MOTMEPEIHIX MOKOIiHb. XPOMOCOMHI i TeHOMHI MyTalii yTBOPIOIOTHCS SIK Y raMeToreHe3i 0aThbKiB, Takx i
Oes3rmocepeTHRO B 3UTOTI a00 HA paHHIX cTamisax ApobiHHS. B ocTaHHROMY BHMAAKY (opMma CIaakoBOTO
3aXBOPIOBaHHS OyIe MO3aidHOIO.

VY JromuHU BiIOMI BCI TUIH XPOMOCOMHHX 1 TE€HOMHHX MYTallili, BKIIOYArO4YM MOJITUIOIIIFO.
OmrcaHo piki TPUIUIOIMN I TeTpaIIoinu B OCHOBHOMY Cepell CIOHTAaHHO a0opTOBaHWX eMOpioHiB abo
IIOMIB 1 cepelx MEePTBOHAPOIKCHNX. HeMoBIATa 3 TaKMMH MOPYIICHHAMHU XUBYTHh KiTbKa JHIB. Piaki
cepell HApOJKCHHX >KMBHMH 1 MOHOCOMiI 1O ayrocoMax. OmucaHi MoHocoMmiku mmo 2141 i 224i
XpoMocoMax. 3BHYAMHO IIe MO3aiuHi OpraHi3MH 3i 3HAYHOI) YacTKOI HOPMAaJbHHUX KIITHH. Bymb-ski
XPOMOCOMHI Iepe0yI0BH IPUBOIATE O PO3BUTKY MATOJOTIYHOTO CTAaHY.

MoHocoMmist BCbOTO oOpra”izmy omucana s X-xpomocomu. Lle cunapom IlleperieBcbkoro —
Tepuepa. Pi3ni kom6inanmii X- i Y-XpoMocoM mIpu Momicomii mo craTeBHX XpomocoMmax, kpiMm XYY,
00€THYIOTH M1 3arajibHOI0 Ha3BoO cuHApoMy KnaitHdensTepa. Y-XxpoMocoMa BU3HAYA€E YOJIOBITY CTaTh,
1 XJOMYMKH 10 TEpioxy CTATEBOTO MO3piBaHHA MaJO BIAPI3HAIOTHCS Bil JOACH 3 HOPMaTbHUM
kapiotunom 46, XY. Hagani coctepiraerbcsi HeIOPO3BUHEHHS YOJIOBIYMX CTaTEBUX O3HAK, HacaMIlEpen
TOHAJ, IO CHPUYHMHSE HEIOPO3BUHEHHS YOJOBIYMX BTOPHHHUX CTaTeBHX O3HAaK. XBOPI 3BUYAKWHO
BHCOKOPOCII, ajie 3 >KIHOYMUM THIIOM CKEJIETY Ta i3 MPOSIBOM JESIKUX JKIHOYMX BTOPHHHHUX CTATEBUX O3HAK
(xapakTep BOJIOCSHOTO MOKPHUBY, TIHEKOMACTIS).

I3 yrcna ayTocOMHUX XBOpPOO HaiOiNIbIIe NeTaJbHO BUBYEHA TpUcoMis mo 2141 xpomocomi, abo
cuaapoM [layna. BHacmimok 3HHKEHOTO IMYHITETY XBOpi 13 cmHIpoMoM JlayHa paHO BMHPAIOTh, TOMY
BOHM TIPAKTHYHO HE 3YCTPIUarOThCS Cepet JOPOCIHX o€k [4].

Y Mipy pO3BUTKY MEIUIIMHU MOXKIIUBICTh BUSBIICHHS CIIAJKOBUX 3aXBOPIOBaHb 30UIBIIYETHCS.
Jlnst GaraThOX CIHAIKOBUX 3aXBOPIOBAHb CTajla MOJJIMBOIO TpeHaTajdbHA (TOOTO 10 HApOHKEHHS)
niaruoctuka. Lle Meron amHionieHTe3a. Llum Meromom MokHa Bu3HauuTH Oinbiie 100 XpoMOCOMHHX i
TCeHHUX aHOMallii y)XKe B Neplli THXKHI BariTHOCTi, IO [O3BOJSIE HPU HECHPUATIMBOMY JiarHo3i
NPUAHATH PILICHHS 00 IPOJOBKEHHS a00 MepeprBaHHs BariTHOCTI.

Bunginenns W KJIOHyBaHHS HOPMAaJbHHUX TEHIB JIIOMWHU JO3BOJIMJIO BHHUKHYTH HOBIM Tramys3i
MEUIIMHY - TCHOTEPaIlii, IKa BXKE ChOTOJIHI Ma€ YMMaJll YCITiXH.

Ille omHa rpyma CHaIKOBUX 3aXBOPIOBAHb, JJIS SKOI MOXXHA PO3PaXxOBYBaTH Ha YCIIIIHE
JIIKyBaHHS TCHAMH, YBEACHHNMH B CTOBOYPOBI KIIITHHH KiCTKOBOTO MO3KY, - II€ JII30COMHI XBOpOOH
HAKOIIMYCHHS, YacTKa SIKUX ckjianae 0au3pko 10%BunaakiB BCiX FTeHETHYHUX Ae(EKTiB.

OnHuM 31 CHAJKOBHX 3aXBOPIOBAHb KPOBI, JUIS SKOTO AKTHUBHO W JIOCUTH JaBHO INIYKalOTh
TeHOTEpANeBTUYHI CIIOCOOM JIIKyBaHHS, € [3-TajaceMis - JIOCHUTb PO3IOBCIOKCHE IOPYIICHHS B
YTBOPEHHI TeMOTJIO0IHY .

CnmcoK CmagKoBHX 3aXBOPIOBaHb, SKI HaMararoThCs ab0 IUTAHYIOTH JIIKyBaTH Te€HaMH, MOXXHA
MPOJOBXKYBaTH W MpomomxyBaTH. Lle ¥ peBMaToigHuMil apTpuT, 1 (QEHUIKETOHYPIis, 1 3aXBOPIOBAHHS,
TMIOB'sI3aHi 3 HEJAOCTAYC0 TOPMOHIB (IHCYJIHY, EpPUTPONIOCTHHY, TOPMOHY pocTy) [7].

A 00

s Toro mo6 T0MOMOTTH 30piEHTYBaTHCS TUM, XTO X04€ JOBiaTHCH, sIKa IMOBIPHICTh TOSIBH B
iXHil poauHi Tiel a0o HILIOI CIIaAKOBOI aHOMAJTIi, ICHY€ MEAMKO-TEHETUYHE KOHCYIbTyBaHHA [5]. 3HaHHS
TeHETUKH JIIOAWHH, JeTalbHe 3HAHOMCTBO 3 POIOBOAAMH JIIO/CH, IO 3BEPTAIOTHCS 33 KOHCYIBTALLIEIO,
JI03BOJISIIOTH JIIKAPEBi-TEeHETUKOBI OL[IHIOBATH CTYMiHb PU3UKY B KO)KHOMY KOHKPETHOMY BHUIAJKY.
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Bekspan

HACJIEACTBEHHOCTbD KAK IPUYNHA U YCJIOBHE
PA3BUTHS BOJIE3HEN
I'pumxo F0O.M.

YenoBek SABISIETCS COCTABHOW 4acTbio OMoc(epbl U NPOLYKTOM ee
9BOJIFOLIMH, TTOTOMY 3aKOHOMEPHOCTH OMOJIOTHYECKHUX MPOLIECCOB, KOTOPhIC
HUMCIOT YHUBEpCAJIbHOE 3HAYEHHE, B IOJHONW Mepe KacaeTrcs M UYelloBeKa.
Kpome maroreHHBIX (hakTOpOB OKpYKalomieil cpemsl B pa3BUTHH
3a0oyieBaHMII UYENOBEKA 3HAUYUTENGHYIO pOJIb WIPAIOT TEHETUYECKHE
(akropel.  3aKOHOMEPHOCTH  HACJIEICTBEHHOCTH M HM3MEHYMBOCTH,
U3y4eHHble OOLIed TI'eHEeTHMKOH Ha MHOTOYMCIICHHBIX OoJiee HPOCTBIX
00BEeKTaX, MOKHO IIOJIHOCTBIO NEPEHECTH Ha YeJIOBEKa M €ro IMOMYJIALNH.
3HaHHEe I'€HETUKU YeJIOBEKA, JETAIbHOE O3HAKOMIICHHE C POIOCIOBHBIMH
YeJI0BEKa, KOTOPbIC OOpAILAlOTCA 3a KOHCYJbTalMel, IO3BOJISAIOT Bpady-
IeHETHKY OLICHUBATh CTCHICHb PUCKA B K)K/JOM KOHKPETHOM CIIydae.

KnroueBble c10Ba: 60J1€3Hb, HACIEACTBEHHOCTD, TCHETHKA.

HEREDITARY AS A CAUSE AND CONDITION
OF THE DEVELOPMENT OF THE DISEASES
Hryshko Yu.M.

Man is a part of the biosphere and the evolution
of its product, so the patterns of biological pszmEs
that have universal value, fully apply to humans. |
addition pathogenic environmental factors in the
development of human diseases significant rolegalay
by genetic factors. Thus, the laws of heredity and
variation, clarified the general genetics for mangre
ordinary objects can be fully transferred to thespae
and its population. Knowledge of human genetics,
detailed study of the family tree with people sagki
advice, allowing geneticists to assess risk in eade.

Key words: disease, heredity, genetics.
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BUKOPUCTAHHSA THHOBAIIMHUX JIEKIIA TA SKICHOI'O KOHTPOJUIIO 3HAHB I
BMIHb HA HICJIAIUIIVIOMHOMY ETAIIl HABYAHHSA

HaBeneHo Buau JeKiiif, Ta KOHTPOJIO 3HaHb Ta BMiHb, IO HAHOLIBII LIMPOKO 3aCTOCOBYIOTBCS Ha eTari
ICIISIIUIUIOMHOT OCBITH JiKapiB-iHTepHIB. J[0BeleHO, 1[0 BUKOPUCTAHHS IHHOBALIHUX JIEKI[il Ta SKICHOIO KOHTPOJIO 3HAHb
CIpHsIE YIOCKOHAJICHHIO MPOQeciitHOro piBHs JlikapiB-iHTEpHIB,301JIbLIYe KOHKYPEHTHY 31aTHICTh BUITYCKHHKIB.

KurouoBi ciioBa: sikicTb miIrOTOBKH, JIEKIIisl, KOHTPOJIb, HIiCIISAUIUIOMHA OCBITa.

[ligroroBka BUCOKOKBaTi(hiKOBAaHHX JiKapiB - TocTpa MpolieMa SKOCTi BUIOI MEIMYHOI OCBITH.
3rimao 1.5 cr 1 3akony Ykpainu «[Ipo Bumry ocsity» Big 01.07.2014Ne 1556-VIl Buma ocgita -
CYKYITHICTh CHCTEMATH30BaHNX 3HAHB, YMIHb 1 TPAKTUIHUX HABHUOK, CITIOCO0IB MUCTICHHS, IPO(deCIHHUX,
CBITOTJIATHUX 1 TPOMAISHCBHKUX SKOCTEH, MOPaTbHO-CTUYHUX I[IHHOCTEH, 1HIMX KOMIIETCHTHOCTEH,
3100yTHX y BHIIOMY HaBYaJIbHOMY 3aKiiajii (HayKOBiil yCTaHOBI) y BIAMOBIqHIN raiy3i 3HaHb 33 EBHOO
KBaidiKaIi€ro Ha PiBHAX BUIIOI OCBITH, IO 33 CKJIAJHICTIO € BUIIMMH, HiXK PiBEHb MOBHOI 3araJbHOI
CEepPeNHbOI OCBITH. SIKICTh BHINOiI OCBITH - PiBEHB 3400yTHX 0C000I0 3HAHb, YMiHb, HaBHYOK, 1HIIHX
KOMIIETEHTHOCTEH, 110 BioOpakae ii KOMIETEHTHICTh BiMOBITHO O CTAHAAPTIB BUINOT OCBITH (M 23CT
1). Lle moKka3HMK 1HTEJIEKTYaJIBLHOTO PiBHS Ta PSUTHHT Ha MDKHAPO/HIH apeHi BUITyCKHUKA.

MeToro po6oTH OyI0 BUBUEHHS 3aCTOCYBAaHHS Pi3HUX (OPM BUKJIAACHHS JICKI[IHOIO MaTepiaiy
1 METOIIB KOHTPOJIIO 3HaHb Ta BMiHb Ha MIiCIISIUIUIOMHOMY €Talli HaBYaHHS.

[Ipu mpoxomkeHHi cnenianizamii 3 neBHOTro ¢axy Ha ¢GaKyabTeTi MiCISAUIUIOMHOI OCBITH JiKapi-
IHTEpHHU MAIOTh Tepe]; COO0I0 KOHKPETHI 111l Ta OiIbITy MOTHBAIliF0O B BUBUCHHI HOBITHIX TEXHOJIOTIH Ta
3M00yTTS NPAaKTUYHUX HABUYOK Ha mpodeciiHOMY PiBHI, 110 JaCTh 3MOTY BUTPHMATH BUCOKUH PEHTHUHT
BUMOT 10 (axiBus mpu BUOOpi Micus po6oTH. Ha sBHICTb AepKaBHHUX Ta MPUBATHUX YCTAaHOB B OXOPOHI
3JI0POB 51 IOPOJIKYE 3I0POBY KOHKYPEHIIIO, SIKa B CBOIO YEePry BUMArae rTMOOKUX TEOPETHYHHUX 3HAHb Ta
MIPaKTUYHUX BMiHB BiJl JTIKapiB.

Jlikap-iHTepH, AKUH B MalOyTHROMY 6a4uuTh cebe mpodecioHaIoM 3 BEJIUKOT JIiITepH, HAYKOBLIEM
Ta g00pe 3a0e3MeueHOl0 JIOAWHOI MiAXOAWTH A0 HaBYaHHSA B iHTepHATypi Oinbil BUOArJIHMBO.
BiamoBimHO pO3MUPIOIOTECS BHUMOTH JO BWKJIQJaHHA Ha TMICIAIUIUIOMHOMY €Talli, OUIbIIe dYacy
BIIBOJINTHCS HA MPAKTUYHY JISTIBLHICTH Ta CAMOCTIHHY poOOTy. B MbOMy IEBHOIO MipOIO JOIIOMAararoTh
KOMIT FOTepHI 1HHOBAIliiHI TEXHOJOTIl Ta 3a0XOYEHHS BHKJIAJAYiB JI0 TBOPYOIO MiJAXOIy B OTPUMAaHHI
3HaHb Ta BMiHb JIKapsSIMU-iHTepHaMH. BpaxoByroun Te, mo jumie 5% HaBYaIbHOTO Yacy BiIBOJUTHLCS Ha
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