
BIATITK

oQiqifinoro orroHeHTa Ha Arrceprarlifiny po6ory Muqurc Hara"rrii llocrnisHr
toMo"uercylfl pHo-reHerrrrrHa xaparfl eprrcrrr Ka crraAroBlrx op$annux xnopo6
o6rriny, rrci cyupoBoAlryruTbcfl leQiqnrorr B-ra.naKTo3rrAa3u", no.qany Ha

rgoOyrrr HayKoBoro cryrreHr KaHAr{Aara 6io;rori.rHrx HayK sa cneqiamnicrro
03.00.15 - reHerrlma

Axryalsnicrr reMrr. 3 6ypxlnnurvr po3BIarKoM MeAI4TIVHU qacrorl{

crraAKoBrlrx 3axBoproBaHb rrocTifino spocTaroTb y B]/IAy Homo sapiens sapiens. A

po6oru, upucnxveui .{ocliAxenHro raKr/rx BaA na6ynarou Bce 6inrruoi

aKTyrrrrbHocri. Bapro 3a3Haqrrru, rr1o roxnufi KoHKperHIafi cuaArosufi cuHApoM,

a6o rpyra 3axBoproBaHb craBJrf,rb repeA AocriAnnKaMu pisni 3aBAaHHfl,

rroquH€uoqu sia rconrpernoi Aiarnocrurcu ra 3aBepryrcqu fienoroniloBaHHrM

HopMu. 3orpeua rrvrranns. Aiarnocruru rocrpo croirr y BurIaAKy claAKoBrlx

naera6orirrHrrx op@annux xnopo6, xxi xapaKTeprl3ylorrc.s cuirbHLIM Ivrera6olirlHrlM

4e$errorra ra MaK)rb cxoxi r<rini.rHi o3HaKh. .{o crorolHi n Yrpaini ue icnyrano

.rirrcux rpurepiin ceJreKrrrBHoro nia6opy uarlienrie s ni4osporo Ha GMl-

ranruiosn4os, crrHApoMoM Moprio B ra rarraKrociani.qos. He npoBoAllJlocb

MoJreKyJrtrpHo-reHerr4qHoro crqpuninry crreKTpy ra qacror uymqifi crpyKTypnoro

reHa B-ranarcro3vr4a3kr - GLBI y uaqieHris s GMl-ranmiosuAo3oM ra cLIHApoMoM

Moprio B. 3 ni:reparypu ni4onro, Iqo suulesra.{aHi rrayraqii Marcrb erniqHi

oco6nnsocri, rqo BK€Bye na neo6xiAHicrr AocriAxeHHf, reHeru.rHoi o6yuouenocri

cvn4porrain, xri BoHrr crprurLrHsrc)rb, B KoHKpernifi rpyui oco6nn. flucepraqifina

po6ora Muqnr H.il. roJr.f,riura y AocriAxenni oco6nzsocrefi MoneKyJrf,pHo-

reHerr{quoi xaparrepucruKLr 3axBoproBaHr, xxi cylpoBoAxyrcTbc, aeQiqurovr B-

raJraKro3r44ffiv, y uarlienris s Yrpaiuu ra pospo6qi amopurMy eraurloro

ra6oparcpHoro o6crexenns oci6 3 rpyru BlrcoKoro pLBuKy Anr paHHroi i to.ruo-i

Aiarnocrzrra 4e@iqury B-raraKro3rr.{zBlr.

3n'qsorc TeMrr Arrceprarlii r qepxaBHrrMlr qlr raJry3eBrIMrI HayKoBrIMLr

nporpaMaMrr. ,{racepraqifiny po6ory Br{KoHaHo r ,{epxanuifi ycrauosi (IHcrl{ryr

reHerrrrrHoi ra pereHeparnsHoi MeArrrILtHra FIAMH) B paMKtx reMarl{qHoro rlnarry

HayKoBo-AocliAnux po6ir siaaiJry renerz.rHoi 4iarnocrnrcn: <<Oqinra poni



reHerI4aIHIix, errireHerlHHr{x ra cepeAoBr4rrlHLrx Qarropir y Qopuynanni ra uepe6iry

Aef,Krx nw4in crraAKoBoi uarororii>>, (uouryrona), repvrin BuKoHaHrrfl: 2014 p.;

<<Oqinrca poni renerrqHux Sarropia y SopnryranHi ra nepe6iry risocorvrHrax xnopo6

HaKorI{qeHH, Anfl ouruNaisarlii ruiniqnoi i na6oparopnoi Aiarnocruru qux

3axBoproBaHb)> (Jrrs gepxannoi peecrparlii 0115U003006; 2015-2017 pp.), B .f,Kux

aBTop 6y xa cnissuroHaBrleM.

HonusHa Aoc.niAxenHfl Ta HayKoBrrx pe3yJrbrarin. Pesymrarauu Aanoi

Auceprarlifinoi po6orn Brepue BcraHoBrreHo Mexi 6ionoriqHoi napiaqii 3HaqeHb

aKTLrBHocri xncnoi B-ralarro3vr4a3vr Anfl HaceJreHH, Yrcpainn. BusHa.IeHo crIeKTp ra

rracrorr4 rrayraqifi s reHi B-ra-narcro3vr4a3vr (GLBI) y xBopux na GMl-ranruioszAos

ra cvHAporra Moprio B s Yrpainz, B roMy.rucri BI{.f,BJIeHo Irricm HoBI{x nryraqifi n

rlboMy reni y uarlienris s GMl-ranruioslrAo3oM. flora^saHo, I{o qacrora uicenc-

saNaiHfi p.His28lTyr B reni GLBI cepeA uaqienris s GMl-ranrrriosrlAo3oM 3

Yrpainn 3HaqHo Burqa y uopinnxnni s niAnosiAHuMr qacroraMu s iHrrrux rpaiHax

criry. flpo4erraoHcrpoBaHo repeBaxHe rroluupeHHf, Ivryraqifi p.His281Tyr ra

p.Gly255His s saxi.qHux perionax Yrcpainn. 3aupouoHoBaHo cuoci6 ilenrnQircaqii

rrayraqii p.His28lTyr 3 BrrKopvrcraulaflM MeroAy UApO ana-irisy.

flparcrn.rne 3HarreHHfl orpuManr{x pesy;rrrarin. flpamn.tre 3HaqeHnf,

upone4enoi po6orn Jrexrrrb B Aerimrox rrJrorqrruax ueAurco-6iorori.rHoro

KoHcynEryBaHH-f,. Tar, (1) onr,rcani n po6ori naexi 6io.nori.ruoi napiaqii gna.reHr

aKTuBHocri B-raraKTo3rlAa3vr Anfl, HaceJreHHrr Yxpaiuz Moxyrb BkrKopLrcroByBarucr,

xrc pe$epenrsi 3HaqeHHf, HopMirrrbHoi arruenocri $epvrenra Ars iHrepuperaqii

pe3ynbraris eHsur\ao4iarnocrzru n ra6oparopixx MeAuKo-reHeruqHrdx qenrpin; (2)

3arpotloHonanufi MeroA i4enrrasiraqii uaxopnoi rrayraqii p.His281Tyr s reHi GLBI

Ao3Bon.f,e onrunaisyBarvr rrpoBeAeHHfl MoJreKynflpHo-reHeruqHux AocriAxenr y

uarlieHris s ,qe@iqurorvr B-rararro3ur4a3kr; (3) ni4orvrocri s nprlBoAy qacror

3axBoproBalHfl. Ha GMl-ranuiosuAos B Yrpaini e BaxJrLrBrrMr 3 ornr.qy Ha

lnaHyBaHnx AiarnocrurrHlrx saxo.qis y uaqieHris s,qe$iquroM B-rararro3u4a3u.

Po:po6nenufi a;rroprrM ra6oparopHoro o6crexenns uaqienris s .qeQiqzrou

B-ra-uamo3v4a3u BlpoBaAxeHo B rrpaKruKy Cneqiari3oBaHoro MeAuKo-

reHerilqHoro rleHrpy (CIv[II), I{enrpy opSannnx 3axBoploBaHb (I]O3) HACI



(OXMATN4T> MO3 Yrpainu ra 3anporoHoBaHo Anf, BLrKoplrcrauHfl n inrur.rx

MeAuKo-reHerurrHlrx rleHTpax rpainn. Marepia-nn 4ocri4xeHb BLrKopr4 croByrorbcf, B

HaBrrarrbHoMy npoqeci na ra$eapi MeAll.rHoi ra ra6oparopnoi reHeruKu HMAfIO

iueni fI. JI.IIIyuzrca.

Cryuinr o6rpyHrosauocri Ta gocronipnocri rroJroll(eHb, nucnonrcin ra

percoMeHqaqifi, c$opuy.nr,oBaHrrx y Arrcepraqii. floroxeHHq, cQopuylronani s

po6ori npoilrocrponani 34 pucyuKaMrr ra t7 ra6rraqxuz. Pesynrrurv\ orpuuani

aBropoM, orparlboBani ra o6roropeni s npaxyBaHHrIM Aanvrx cyracnoi nireparypu.

Ei6"rriorpaSi.ruufi crncoK crJraAa€Tbcfl 3 196.nireparypnl{x AxepeJr, repeBaxHa

6i.nsruicrb B sKnx ouy6limoBaHa B ocranHi Aecqrn poxin. Ha gocronipnicrr

orprrMaHr4x pesyJrbrarie BKa3ye Br{KoprrcraHHfl. cyqacnrx ueroAin Aoc.[iAxenns

(6ioxiuiunux (ronKoruapoBa xpoMarorpaSix, ensuNloAiarHocruKa), uoneryJlrpHo-

reHeruqHr.rx (uodrr,repa3Ha naHIIIoroBa peaxqix (IIm)), MeroA ouinru

ron$oprvraqifinoro norivropQisrry oAHonaHrdK)roBux Spanvrenrie AIil( (SSCP),

anaris uoniuopfii:lay gonxuH pecrpnrqifinux Sparrraenrin (IIP<D), cnraenyBaHHfl

reHa GLBI 3a MeroAoM Cenrepa, crarucrrlrrrHlax (rcpzrepifi Illauipo-Yinra, U

Manna-Yrrni). BzxraA rr,rarepiary siAuosiAae nocrasreHifi naeri ra 3aBAaHHrM

Azceprarlifinoi po6oru. Bucnonru, apo6neni s4o6yna.reu, apryrvreuronani Ta

rori.rHo y3arurJrrHrororb orpnrraani pe3yJrbraru. Torrry qocronipnicrr noJro2l(eHb ra

Brrc HoBKin, cSoprrayJrboBaHl,Ix y Arlcepraqii, He BuKJIurae cyrraniny.

3aranovr, po6ora ,qo6pe o$opurena, HarII{caHa xoporuorc HayKotsoK)

yrpaincrKorc MoBoK), xoqa e i qpi6Hi neAoriru:

HaBo4.f,Err{ uepurufi pa3 B po6od reHerrrqHi cnvreoru reuin GLBI ra CTSA ,

aBrop He BKa3ye ix Ha-:s (Galactosidase beta 1 m Calhepqin A) (crp. 1

aBrop.0.p&ry, crp 5 Auceprarlii).

Ha crp.7 aerope$epary aBrop BKa3ye, ulo (aHouanuri $parqii..., xxi

siAuoniAarorb BaxKuM AoBroJIaHIIrcroBuM rerlTa- Ta oKTacaxapI,IAaM .:.

upncyuri y 3pa3Kax naqieHrin scix lpyr, are nafi6inrru inrencusHo

nisyariayBulrrrrcb y uaqienris I ra II rpyD). B rofi xe qac caue tari

rroKa3HrKu 3a3Harreni gnx uarlieHta rpyuu IV.



3ycrpiqarorbcf, ToMTIJIKrI ApyKy (crp. 6 4ncepraqii <uoliruepa3Ho

JraHrlroroBa peaKrlin; crp. 13 anrope$epary (po3rlocrc,{xeHHr), crp. 24

ALrceprarlii (MIM#>> ra in.)

- Aerqo ue cuir:ryrsi o6'err ra rlpeAMet AocliAxeHHr;

- sricrr pnc. 1 .3.3.3,1.6.1 m 3.3.1 6axae Kpautroro;

- sycrpiqarcrbc{ He KopeKuri nupasu: <GMl - ranruiosll4 upnfiMae yracrb

y BaeMosn'xsry ruiryrn rr,rix co6oro> (crp. 16 4ncepralld); <<s reHi GLBI

iurye urrrbrepHarusuufi, curaficunu (crp. 28); <uouepeqHllx ge'.f,3KiB)) (ctp.

45) ra iu.;

- y reKcri ra Ha prc. 1.6.1. BLrKopucrano pisny HoMeHKJIarypy ro3HaqeHHf,

rrayraqifi;

-uicIsrrir:oux4y6axarro6yrro6urrasecrI4KopoTKey3aIr€IJIbHeHHff.

Ilonnora ,nrrKJraAy rvrarepia.rrin 4ucepraqii n ony6.rriKoBaHrlx rpaqffx ra

anropeSepari. 3a reuoro po6oru ouy6niroBaHo 11 nayroBllx rpaqb, BKJIIoqato'lu 4

- y HayKoBr{x Saxonux Br{AaHHsx peKoMeHAoBaHrIx MOH Yrpainra ra t - s

:apy6ixnolry HayKoMerpurrHoMy an,qanni, sri AocrarHbo tIoBHo nncnirnrororr

ocHosHi rronoxeHHf, Arcepraqifinoi po6orra. Marepian, HaBeAeHuir s anrope$epati,

siAuosiAae raKoMy y pyKoruci 4ncepraqii.

Po6ora Mnqur H.fr. e HoBrrM BaxJrlrBZM BHecKoM y BrIBrIeHns oco6rusoctefi

MoneKynflpHo-reHerr.r.rHoi xapaKTepvrcruwl 3axBoproBaHb, sri cynpoBoAXyrorrcs

4e$iqurorra B-raraKro3raAa3v, y rarlienris s Yrpainu. Y uepruifi .IactuHi posAiny

<<Pesytmarr{ AocniAxenr ra ix o6ronopeHHfl) (posain 3) npe4craBJlerro Aasi no

Bu3HarreHHro eKcKpeqii orirocaxapn4ia ra KeparancynrQary 3 ceqerc y uaqienria s

ui4osporo na nisocorr,tri xnopo6u narorvqeHH-fl. Y uacryuHoMy pos4ili BLIKJIaAerro

pe3yJrbraru Bu3HaqeHH, aKrrrBuocri B-raraxro3rrAa3u y uaqienrin,. ix Satrrcir:ra

KoHTponbnifi rpyui oci6. Peeylrrarra MoJreKynflpHo-reHeruqHoro ananiay rraytaqifi n

resi GLB| y uaqieurin s 4eQiqurorra B-ranarro3vrAazkr HaBeAeHo B :po34iti 5.

Anropzrla ra6oparopHolo o6crexenns oci6 a ui4ospolo H€uIBHocti 4e$iqnry 9-

r€rrraKro3rr1a3kr HaBeAeHo B pos4ini 6. AHanisy ra y3araJIbHeHHIo pesynrraria

AocriAxeHrrf, rpvcBflqeHo po:4in 7.



Bucoro ro3rrrr4BHo oqinroroqu AaHy Ar4cepral{ifiny po6ory cti4 3a3Harlrlrrl

Aesri 3ayBaxeH*s, Ta no6axanux, xri He B[JILIBaIorb Ha AocroBipnicrr rloJloxeHb ra

BHcHoBKiB, c$opMynboBaHl4x y Aanifi po6ori:

1) Bnxo4xqrr 3 Maxopnocri N,ryrarlii p.His281Tyr reHa GLBI ra roIurlpeHHfl

ii n saxignux perionax Yrpairu{ Bapro 6yno 6n po:rnflHyrvr Nroxnusicrr

ri4receHHfl qiei rrayraqifi Ao <<founder mutation>. flepruuru KpoKoM Ao

rlboro Mouro fyrus'xcynanns erniqnoi rp[Hanexnocri naqienrin g qiero

rrayraqiero s HiNaeq.rkrnv\ Iralii ra flopryralii, Ae rlpoxl{Bae 3HaqHa

...
yKpalHcbKa Alacropa.

2) B po6ori i4enru$iroBaHo Jrurue oAHoro xBoporo Ha cl{HAporra Moprio B,

rolvry roBopI4rLI upo fioro qacrory a Yrpaiui (ttp. 13 anrope$epary ra

crp. 87 Auceprallii) nnaxaro repeAqacHuM.

3) B csiri 3aruuroM Ta B Yrpaini 3oKpeMa rocrpo croihr ruraHl{f,

aBTopcbKux rrpaB. 3 omx4y Ha rllo npo6nervry 6axaro aBTopaM flKoMora

ruBrArue 3arrareHryBarvr 3arrpoloHosaHufi HuMII MeroA iaeHrraQirarlii

rvryraqii p.His281Tyr IeHa GLB|3a AoIIoMoIoIo IIAPO anzutisy.

4) Bnaxaro, rqo y nasri po6oru 6yno 6 daxarto Bce x BKa3yBarlt, Iqo

AocniAxeHHs rpoBeAeHo caMe a Yxpaini;

5) He safinuNd 6yno 6u sra3atll erHocu, B paMKax f,Kux 6ytu upone4eui

nlreparypnt gocli4xeHHfl, qurosaHi s ra6r 7.1. Pe$epentri 3HaqeHHrI

nopuamHoi arrrsHocri B-ralarro3vrprazvr B roMoreHari refiroquds

xponi, flpe.{craBreni pianuMu aBTopaMLT.

6) 3anuuLrJrocb He 3po3yrrailuivr, qu BHeceHo B rr,rixnapo4ni 6asu AaHIT x

i4enrusircosaHi aBropoM Brleprue rrayraqii?

Bucnono6 rrpo niAuoniAnicrr Arrceprallii ncraHoBJreHrIM BIrMoraM, llci

BrrcyBarorbcfl AJrfl orprrMaHHfl HayxoBoro cryrleHfl KaHArrAara 6io.rrori'urnx

HayK. Ha ouroai rpoBeAeHoro ananisy ArlceprallifiHoi po6our, ony6niroBaHl/x

rrparlb, ia npaxyraHHrM axTyairbHocri, HoBrI3Ht4, nayxoroi Ta rIpaKTrIHoi Ilisnocri

po:a'xsyraHoi upo6leura, o6qpynroaaHocri cQoprrayrboBaHux HayKoBlIx BI4oHoBKIB



ra AocroBipuocri orpuMaHklx pe3ynbrarin, BBaxaro, u1o perleH3oBaHa gucepraqifina

po6ora qinrou ni4uori4ae BkIMoraM <<Ilopr4rcy [prcyAxeuHfl HayroBrrx

cryneuin>>, 3arBepAlr(eHoro rrocraHoBoro Ka6iHery Miuicrpin Vrcpainil rlia 24

JrrIrIHs 2013 p. Ilb 567, a ii aBrop MuunN H. f4. 3acnyroBye rpr4cyAxeHuf,

HayKoBoro cryreHf, KaHAu.qara 6iorori.rHktx HayK 3a cneqialnnicrro 03.00.15-

I-CHETHKA.

O$iuiiaruuia oroHeHr,

AoKrop 6ionoriqHrax HayK,

AorIeHr ra$eAprr 3ararrsoi Ta MeAHrrHoi reHerHKH

Kuiscbroro uauioHarrbHoro yuinepcurery

inaeni Tapaca UlesrreHKa

Iliannc Kogepeubxoi f.A. gacniA.rylo

3acryrHuK AupeKropa 3 Hayronoi po6orn

HHII <Iucrnryr 6ionorii ra MeAuutr:avr>>

KuiscbKoro HarlioH€rrbHoro yninepcr{rery

irrnesi Tapaca [IenrreHKa, A.6.H JI.B. Coryp


