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3A JMCEPTALIMOHHUS TPY]] HA JI-P MAPTAPUTA BEHEJTHHOBA
PYIKOBA

HAa TeMa

“ENMWAJIEMHOJOTHYHO MPOYYBAHE HA HEBPOMYCKYJIHHTE
3ABOJISIBAHHWSA BLB BAPHEHCKHWA PETHOH”

34 NPHCLAIAHE HA 00paloBaTe/IHA H HAY4YHa crenel ,,/JlokTop”

BuorpadHunn 1aHHH HA JHCEDTAHTA:

JI-p Maprapura ['pynkosa ce mumnomupa or M®, MVY-Bapua npez 2012 r. 3a
nepuoaa 2013- 2023 r. e gokropaut kM Kateapara no Hepeuu Gonectd v Herporayku, MY
wIpod. TIlapacker CrosHor™- Bapua. TlocnepoparenHo n-p I'pyakosa e Omma mexap-
cnenmanuzant (2015-2020% 1 nexap-acucrent 12.2020- go HacToRmma momedrt. Bnanee

AHTTIMACKH M PYCKH €3HIIH.

Temara Ha JHCEPTANMOHHHSA TPY] ¢ WHTEpeCHa W akTyanHa, nmopagd ¢axTa, de

cubMpanero 1 obobinapane Ha EMHAEMHONOTHYHH, KTHHHYHH H TEHETHYHH JaHHH 34 DEIKHTE
TEHETHYHH HEBPONIOIHYHM BOIECTH ca B TACHA BPb3Ka H 00ycnaBaT paspaboTBAHETO HA HORH
TEePANeBTHYHH CTPATErHH H CTAHIAPTH 3a IPHIKH 2a NpocneadpaHe npu OoNMHHTE.

Jlo TO3M4 MOMEHTH HE € MPOBEKIAHO 3aTBN00YEHO KIHHHKO-EIMHAEMHOTIOTHYHO H
MOJIEKYIAPHO-TEHETHYHO Mpoy4BaHe Ha DOHUTE ¢ pasTHYHH HEBPOMYCKYIIHH, MeTab0THTHH
H HacnencTeenH 3abonasanun Ha [ITHC e Baprenckn pernon.

O6em ¥ cTpyKTYpa

JIHCepTaIMOHHUAT TPY/l € CTPYKTYPHPaH ChIUIACHO BB3MPHETHTE CTAHIAPTH Y HAC 34
nony4yasaHe Ha Hay4Hata ctemeH Jlokrop”. Obemsr my e 109 craHjapTHH CTpaHHIH.
Coaoppxa ,.Bueenenne™ (2 crp.); Jlareparypen ob3zop (47 crp. Bbpxy 313 JHTeparypHH

H3TOYHHKA- |3 Ha kupumuna u 300 Ha maTHaMa); XAMoTesa, el H 3aJa9H Ha HICIEIBAHETO



(2 ctp.), Marepuan u Meronm (3 ctp.); Peaymraru u obewaaane (22 crp.); Masomm (1 crp.);
Ilpunocu (1 crp.); bubnuorpadus (23 ctp.) ¢ 313 akryanuu nureparypau. JIHcepTalHOHHHS
Tpya € oHarneaex ¢ 16 durypu u 4 tabnuuy.

JIaTepaTrypuusT 0630p moapobHO NMpeacTass enHIeMHOJIOTHYHHTE, TeHETHYHHTE H
(EHOTHIIHATE XapaKTEPHCTHKH HA I[DHPOK CHOEKTHP OT HACJHEJCTBEHH TEHETHYHH
3abomasanud, karo [IM]] tun liomen u Bekep, GNE- Muonarns, dpauno-ckamymno-xyMepaisa
MYCKy1Ha AHCTpOQMA, IuCTanHa MHomatus ¢ fedurutT Ha ¢uramur C, HCMH,
nacnejcTeena TTR amunonzosa, cnanku Myckynan atpoduu, GonecT Ha YHNcsH, GoecT
Ha Humbr Iluk, xopes Ha XBHTHEITEH, BpomeHH aTakchu, POLR3A- acoLMHMPaHH
3ab0MaBaAH KA.

Ot smareparypaus o630p ciensar HensacHeHHTE MpoGeMu CBBP3aHH C IpOYyYBaHE
CIHACMHOTOTHIHATE H KIMHHYHHTE XapaKTePUCTHKH Ha pPalIHYHHTE HACIEe/ICTREHH
HEBPONIOTHYHHY 3a00/ABaHKA B PA3THYHH PErHOHH Ha Bhiraps, B 9aCTHOCT BbB Baprenckus,
K0eTo OM HMAN0 BAKHO 3HadYeHHE 3a nomobpABaHe Ha [HATHOCTHKATA, JEYEHHETO M
[POCIEAABAHETO HA 3aCErHATHTE.

Llexra Ha IHCEPTAUHOHHMA TPYI € ACHA M TOYHO topMynHpana: da ce npoydar
MOJCKYIHPHO-TCHETHYHHTE H KIHHHKO-ENHIEMHONOTHYHH XApakTEPHCTHKH HA TPyNa oT
BonHE ¢ HEBPOMYCKY/IHH, MeTabOIHTHH M HaclneICcTEeHH 3a00/gBaHMA Ha HHC BBB
Bapuencku pernon. Brs BPB3Ka C NOCTABEHATA 1€/ Ca H3BeJeHH 8 3amaul, KOWTO ca ACHO M
TOYHO MPEJICTABEHH H JIOTHYHO C/ISIRA TENTa.

KAHHHYHHAT KOHTHHIeNT € afComOTHO JOCTATRYEH 3a LETHTE Ha H3CIeJBaHETO,
kato BkmoyBa 120 Gonuu, pasnpeneneny B clcIHATE rPYIH:

* 21 naumenty ¢ Gonecr Ha Yuncon

* 15 nauwenty ¢ Gonect Ha XGHTHHITHH

¢ 19 manmentu ¢ GNE MuonaTas

* 35 maumeHTH ¢ HacNeICTBEHH NONMHEBPONATHH., OT KOMTO 13 NALMEHTH ¢ All

AemuenuuniApama HMCH 1A, 2 nansents ¢ HMCH 4A. 1 naument ¢ HMCH 3, 1

nauupent ¢ HMCHIL, 1 manwent ¢ HMCHP, | namsent ¢ HMCH 2A, 1 nmammenr c

HMCH 2E, 2 namments ¢ HMH 5A, 9 nammenTH ¢ Hacnencreena tpancTHperHHORA

AMHIOHN03a H 4 namenTd ¢ KoHremHTamHa KaTapakTa, JIHIER IHIMOP(HIBM,

HEBPONATHA CHHIPOM

* 10 maunenTn ¢ mHcTpodUHONATHH

® 7 MauMeHTH ¢ 5q clMHAIHA MyCKYTTHa aTpodus



¢ 4 nanwenTtu ¢ Gonect Ha Niemann- Pick Tun B m C

e 3 nanuenTH ¢ BaIMO-CKATYI0-XYMEPAIHA MYCKY/THA TUCTPOdHA

s 2 nanMeHTH ¢ MyTamud B POLR3IA rena

e 2 MamHeHTH ¢ JUCTANTHA MHONATHA ¢ TebHIHT Ha QHIaMHH i

e 2 MAIHEHTH ¢ KOHTEHHTAIHA ATAKCHA, BC/. MyTamun B GRM/- rena

JlaHuuTe 3a TAMEHTHTE ca CHOpaHM, KAKTO MPOCTEKTHBHO, BKI. 9pe3 TepeHHH
MpOyYBAHHMA, TaKa M DPETPOCTIEKTHBHO Ype3 HIMONBAHE HA apXHBHTE HA Knenukata mo
Hepsuu Gonectn Ha YMBAJI ,,CB. Mapuna”, Katempara 1o METHITHHCKA TEHETHKA IIPH MV-
Bapna. Hanuomanua reHerHuHa nabopaTopHf, EKCNepTHHA LEHTHP MO HACIEACTBEHH
HeBpoNorHYHE B MeTabonuTHH Gonectd Ha YMBAJI LJAJeKcaHapoBCKa”.

IIpagoakeHnTe METOOH HA H3ICAeABaHe ca HHOOPDMATHEHH H CBOTBETHH Ha
MOCTABEHHTE el H 38]1a9i Ha HAY4YHOTO WACNIEIBAHE.

[lomyyeHWTE pe3yJTATH ca TIpedCTABEHH SCHO H IOCIeJoBarenHo Ha 22 cCTp.
YCIOPENHO ¢ 06CHkIaHe 3a BCIKO €IHO OT Npoy4BaHuTe 3abonasanus. Br3pacTTa Ha Ha4ano,
MOJOBOTO CLOTHOIICHHE H KPHHHYHHUTE NPOSEH ca CHCTEMATHYHO AHATH3HPAHH B KOHTEKCTA
Ha JaHHHTE OT CBETOBHATA JIMTepaTypa.

OT Taka HYI0KEHOTO ClElBa, Y€ NpH NOCTaBeHHA npollieM 3a H3CHENBAHETO HA
eMUIEMHONIOTHYHUTE MW KIHHHKO-TEHeTHYHHTe 0coOEHOCTH HAa  HACIEICTBEHHTE
HERPOJIOrHYHH 3aD0NfSBaHHA, ¢ YMeNo MOCTABEHH LENH W 3ala9¥ H TOYHHA MEeTOIWYeH
MHCTPYMEHTApHYM, BEPXY JOCTaThueH Opoi GonHM, NO3BONABAT HA IHCEPTAHTA Ja MOTYIH
HHTEPECHH PE3yNTATH, HAKOH OT KOHTO Ca C NPUHOCEH XapakTep, H3/I0XeHH B H3BOIHTE Ha
aucepranmata 10 na Gpoit, pasnpejeneHu Mo pazTHYHHATE 3abD0NARAHHA.

TIpuHOCHTE OT THCEPTALHOHHES TPy ca obimo 8.

1. 3a oBpBH OBT ¥ HAC ¢a CHOPAHH M AHATHIMPAHH eMTHISMHOIOMHYHH JAHHH 38 rojsMa
rpyna ot GONHH ¢ PEIKH HEBPOMYCKYJIHH, MeTabONHTHH H Hacne/CcTBeHH 3abondBaHus Ha
IIHC pwB BapHeHCKH pernoH.

2. 3a DBPBH OBT ¥ HaC € NPOBEISHO CPABHHTEIHO MOIEKYIAPHO-TEHETHYHO |
KIHHHYHO W3CHeJBaHe Ha OOMHH ¢ HACHEACTBEHH HEBPOMYCKYJHH (MHOIATHH,
nomuHesponaran, CMA), Metabomutrr (Gonect va Wilson u Gonecr Ha Niemann- Pick) u
HacnencTeens 3abonasanus Ha [THC (Bponenu araxcuu) BeE BapHEHCKH pETHOH.

3. W3BbpliEHO € CPABHHTENIHO NPOY4YBaHe Ha JeMOTpadCKHTE H ETHHYECKHTE PA3THIHA

B 3a007€BaEMOCTTa OT HaCIENCTRCHH HEBPOIOTHYHH 3aD0MABAHHA BBB BﬂPHEHCKH PETHOH.



4. TlpoyueHa e knHHM4YHara eBapHaOuiHocT B mporHdaHeTo Ha GNE muonatHara,
npuuEHeHa 0T MyTamuA p.I618T cke 3acarane Ha KHHAIHHA JOMEHH Ha €H3IHMA.

5. 3a nBpPBH NBT B CBeTa € HIeHTH(HIHpaHa H ONHcaHa HOoBa (JopMa Ha HACTENCTBEHA
nepebenapHa aTakchs NpHYHHEeHa OT MyTanus Ha rena GRMI, xomupam metaboTpomHus
rayraMareH peuenrop 1 B 6 xpoMoszoma.

6. CrOpaniTe eMHIEMHONOTHYHH JaHHH 33 DBapHeHCKM perdoH ca CpaBHEHH
Pa3NpOCTPAHEHHETO HA HACIIEICTBEHHTE HEBPOIOTHYIHH 3a00/ABAHMA B CTpaHATA H Hy&KOHHa.

7. loTebpaeHa € KIHHAYHATA NPHICKHMOCT H 2HAYHMOCT Ha TEPEHHHTE NIPOYYBAHHA
KATO CKPHHHHTOB METO/] 338 PaHHO OTKpHBaHE Ha NALMEHTH C HAC/IEICTBEHH HEBPOIOTHYHH
3abonABaHuA B NeHCTBHTENHATA KTHHHYHA NPaKTHKA.

8. CeOpanure MONEKYIAPHO-TEHETHYHH M KIMHWKO-CMHISMHOIOTHYHH 0a3a JaHHU
MO3BOMABAT Ja Ce CBh3IaJaT eNeKTPOHEH perHcTbp 3a OONHHTE ¢ HACNENCTBEHH
HEBPOJIOrHYHH 3abonaBanus BEE BapreHckH perion

BeB BpB3Ka ¢ OMCEpTalMOHHHA TpYHN ca HanpaBeHH dYeTHpH myOmuMkanwu- 3 Ha
OBArapcKH e3WK H €IHA Ha aHTTHACKH.

ITpenoperu KBM THCEpPTATHTKATA:

e KIHHHYHMTE N1aHHM HA TpeICcTaBeHHTe GONHM Ja Ce NPEICTABAT IO-IPEreiHo B
TabIH49eH EHIL.

e Jla ce oborarw nWTepaTypHAaTa CHOpABKa, KaTo Ce BKIOYAT W OBJIrapckuTe
KOHCEHCYCH: 33 JHAIHOCTHKA JIeYeHHe M [PHCISIABAHE HA HECTHICTBEHHTE
HEBPOMYCKYNHH 3abonapamma, TTP amunonaosa ¥ HacHelCTBEHHTE MeTADOIHTHH
1aDoIRBEAHKA.

» [IpuHOCHTE 1a c& pa3leNndAT Ha HAYYHO-TEOPHTHIHH H HAYIHO-TIPHIONKHH.

B sakmodgenne: TIpencTaBeHMAT AHCEPTAIMOHEH TPYI CBC CBOATA KOMILIEKCHOCT,
ACHO MOCTABEHH LIEIH H 3a/la4H, ¢ MPEIHIHO NMPOBE/IEHH H3C/IeIBAHHA, OMYIEHH Pe3YIITATH,
H3BOIH H NPHHOCH OTIOBAapd HA CTAHIAPTH Y HAC 2a [OlyYaBaHe Ha HAydyHATa CTENeH
»{0KTOpP”. ¥YOelleHo mnpemophbuBaM Ha 4IEHOBETE HA HAYYHOTO JKYPH [a [JIACYBAT

MONOXKMTENHO 3a MpHIoOHBaHeTo Ha A-p ['pyakoBa Ha HayuHata M ofpa3oBaTesHa CTENEH
woKTOp", 4

Codua

27.04.2023 .




