HNHO®OPMALIHSA 3A:

HanmenoBanue na 3a60a5BaHeTO

Bponena renepanu3upana JIMNIOANCTPOGHS-CHHAPOM Ha Berardinell-Seip.

Onpenenenue Ha 3a60IBaHETO

Cunapomure Ha THUIOAMCTPOdHS Ca XETEPOreHHa rpyNa PeAKH GOJIECTH Che CeleKTHBEH
AeuuMT Ha MaCTHa ThKAH MpH JIMIICA Ha IJIaTyBaHe MM KaTaGoIHO cheTosHue. OT rienHa
TOYKa Ha €THOJIOTMATA T€ CE NIOAPA3JEIIAT Ha TEHETHYHO JETEPMHUHUPAHU WITH IPHIOOHTH,
a Bb3 OCHOB2 Ha aHATOMUYHOTO 3aCATaHE Ha FeHepaM3upaHy Wik napuuanay. Taka ce
0GOpMAT 4 KIIMHHYHY KATETOPHH: BPOAEHH [EHEPANTH3UPAHH IUNOAUCTPOdHY, dbamunHu
napuuaTHy JMIOAUCTPOGUH, NPUAOGHTH reHepalli3UpaHy IMIOAUCTPOdUH U IPUIOGHTH
napuuanHu munoactTpoduu (1). Pasnopoana e rpynara Ha BpoaeHHMTE TUNOTUCTPOHH,
KOHTO KJIMHUYHO MoraT Ja 6bJaT pasfo3HaTH ¥ MOCTaBAT AMArHOCTHYHM U TEPaneBTHYHH
npoGneMH oLl B AETCKO-IOHOMIECKa BB3pacT (2). Onucanu ca hopMH, KIMHUYHO
Pa3no3HaTH Olle B HEOHATAIHUA nepuo (3).

Bponena renepanusupana aunoauctpodus (BIJII) e psako aBTO30MHO-PELECHBHO
YHacleIeHO 3a00NIBaHe, KOETO CE MPOSBSBA C reHepaM3UpaHa JIMIca Ha MOAKOKHA
MacTHa TbKaH, NPSAWICKIHOHHO HATPYIBaHE Ha Ma3HHUHH B YEPHUA APOG U MyCKYJMTE,
MHCYJIMHOBA PE3UCTEHTHOCT U KilacH4YecKaTa MeTaboIMTHa TpHaja: 3axapeH guaber,
XUNEPTPUTHITMUCPUIIEMHS, YepHOAPOGHa cTeaTo3a. Onucana e 3a MbPBU NAaT OT
Berardinelli 1954 (4) u Seip 1959 (5)

Jluncara uiu OrpaHUMEHOTO KOJTHYECTBO MOAKOXKHA MACTHA ThKAH KOMIIPOMETHpA
HOpMaiiHOTO GydeprpaHe Ha M3NMHIIBKA OT EHEPrys B JIMIETO Ha [JIIOK03a U Hali-Beue
TIOCTHIIUIIUTE C XpaHaTa nunuad. Hamanenu ca HuBaTa Ha aJIMIIOKMHHUTE JIENTHH W
aJIMMOHEKTHH (6).

Hanuue e excTpeMHO NOBHLIIEHO HUBO Ha JIMIIUAM B LUPKY/IALUATA H HEHOPMAJIHO
pasnpeneNeHne Ha TIMMHMAN B eKTONWYHM aHATOMUYHH 06/IaCTH KaTo HallpuMep B Y€pPHHUS
Apo6. Jlomycka ce JIMIMMAHO OT/araHe U B IaHKpeaca C HapyLIeHa HHCYIHHOBA CEKPELs 1
3axapeH AuabeT, HO MOHACTOAIIEM NMPEKTHH NOKA3aTeNCTBa PH YOBeKa JTUncBar (7).
Hupata Ha TpurnmiepuauTe Morar fa GbIaT eKCTPEMHO BUCOKHM U a AOBEIAT 0
€pYNTHBHU KCAHTOMH M OCTBp MaHKpeaTuT (8).

BB3HKMKBa BTOPHYEH XUNEPHHCYTHHA3BM C PAHHO 0OPMSIHE Ha XHIIEPIUIMEHTALUS U
yneGensBaHe Ha KoxaTa “Acantosis nigricans” 1o BpaTa u MecTaTa Ha MOBHILIEHO TPUEHE.
3acThIeHH ca BCHUKH €JIEMEHTH Ha METaGOINTHUS CHHAPOM: HHCYIMHOBA PE3MCTEHTHOCT,
3axapeH auaber, aTeporeHeH NpodHII C eKCTPEMHA XUITEPTPUIIULUAEPUAEMHS,
4epHOJPOOHA CTeaTo3a C ONacHOCT OT LMPO3a, OBapHallHa XUIIEPaHPETEHEMHUS TIPH
MOMMYETAaTa C MOBUILIEHO OKOCMABAHE OT MBXKKHU THII, OJIUTO-aMeHopes, CHHAPOM Ha
MOJIMKMCTO3HH AWYHHLIM, IOBHLIEH ChPAEYHO-CBHIO0B pUcK (9,10).

YecTu cbpAeYHO-CHIOBH MPOGIEMH, CBbP3aHM C TO3H CHHAPOM Ca MHOKapHATA
xunepTpodus 1 aprepuansa xunepronus (11,12).

B panna neTcka Bb3pacT ChCTOSHHETO MOXeE JAa GBI pa3o3HaTO MO YCKOPEHHS JIMHEEH
pacTex, aKkpoMerajus, 3acsraila pbLeTe, cTbliaiaTa, Opagnykara, 6bp30 KOCTHO




Ch3psBaHE U NOBHUILEH aneTHT, ITbIIHA XepHUs, Acanthosis nigricans, nosHmeHo
OKocMsBaHe, xuneprpodus Ha MyckynaTypara, diaeGomeranus (13).

Texxure popMu Ha reHepanusnpana MMNOaTPodus Morar Aa GbAAT KIMHUUHO PasO3HATH
ole B HeoHatanHus nepuop (3).

HactenBa paHHO XpOHHYHO GBOpEYHO 3acsrane (quabeTna HedponaTHs), KOETO BOIH
MalMEHTHTE 10 XPOHNUYHA OBbOpEeYHa HEOCTATHYHOCT.

B enna ronsma ctyaus Ha iMnoauctpadUYHM CHHAPOMH, o6xBaHata 109 nauuedra
AxuHYH ycTaHOBsBa 17/ 37 naumeHTa ¢ BpojieHa reHepanusipana munoactpodus (46%) c
XpOHUYHO OBOPEYHO 3acsATaHe ¢ IPOTEHHYPHs, BanuaHO 3a 100% OT nanueHTuTe Hax 26
TOJMIIHA B3pacT. B cpaBHEeHHUE ¢ napuyalHaTa JMnOAUCTPOdUs NpH BPONSHUTE
reHepayIM3upalu GOPMHU NPOTEHHYPUATA € MO-paHHa B X012 Ha AMaGET, NPH M0-Majika
Bb3pacT ¥ NPUAPYXKEHA C MO-TeXKKa HHCYIMHOBA PE3UCTEHTHOCT M YePHOAPOGHA CTeaTo3a
(14).

PenpoayKTHBHUTE aHOMAIMH 3aCATaT XKEHHUTE, AB/DKALIH CE Ha MHCYIHHOBATA
PE3MCTEHTHOCT, OBapHaHaTa XMIEpaHIPOreHEMHS U JTENTUHOBUSA aeduuuT (15).
JIMNTHHBT € aUIOKUH, OTAENAH OT MacTHATA THKAH, BAXKEH 3a KOHTPOJIA Ha aneTuta. [Ipn
CraJaHe Ha HErOBUTE HUBA B CITyYaWTE Ha JIMIICBALlla MaCTHA ThKaH WK NP neeKTH Ha
reHa, KoJUpall HEroBaTa CMHTE3a. Ce CTHMYJIMpa aneTHTa Ha XMITOTaJaMHUYHO HHUBO.
JlenTHHBT € OCHOBEH MHGOPMATOp Ha LICHTPATHATA HEPBHA CHCTEMA 33 EHEPTHIHOTO
CBCTOSHHE ¥ €HEPTHIHY pPe3epBH Ha TANIOTO. JIuncaTa Ha MacTHa THKaH NpeaoNnpeaes
HHUCKHTE My HMBA, KOETO 3acHiiBa aneTuta. Toll yuacTsa B pasBUTHETO U
(yHKUMOHMpPAHETO Ha PENPOXYKTUBHATA CHCTEMA Ype3 XUIIOTANaMO-XHNO(H30-TOHA/(HATA
OC, y4acTBa B KOHIEMIUATA U HOpMaJIHaTa (PU3HONIOTUS Ha IUIalleHTaTa ¥ GEeTaTHOTO
pa3sBuTHe o Bpeme Ha GpeMeHHOCTTa. Tolf MMa U APYrd MHOrOCTPaHHH METaGOIUTHH
e(eKxTH, paskpuTH npe3 nocneaHute 10 roquHM BHPXY MPOLIECH KATO Bb3MNaJICHHE,
aHrMoreHesa, XemMaronoesa, MMyHHa ¢ynkuus (16).

Bpoaenute reHepanusupaty JMNOAUCTPOdHH ca psaako 3abonasane, ¢ yecrtora 1:10
MHIMOHA Hacenenue (17).

Onucanu ca HAKONKO reorpad)cKy peruoHa ¢ noeuieHa yectora. B Typuus npu
HaceJieHHe OT 78 MMJIHOHa ca choOIIeHn 33 malueHTa, KOeTo OTroBaps Ha 4ecToTa 1:2
000 000 (18).

Ilpes 2017 ronuna B cucTeMeH aHanu3 Ha o6mo 351 cryauu Gupta o6o6masa 519 meua u
foHowM nox 18 rogunu ¢ BI'JT (Berardinelli-Seip syndrome) ot o6mio 1141 geua ¢ apyru
dopmu Ha nunoaMcTpodus M3BBH Te3H, acouurpanu ¢ HIV (19).

3an obuus KIMHHYeH GeHoTHN Ha cuHapoMma Ha Berardinelli-Seip cToaT 4 rennn
PELIECHBHH MYTALMH IPH MOHO3WIOTHH WM ABOMHH XETEPO3UTOTHH MAIUEHTH, KOUTO
TUNHU3UpPAT 4 KNMMHUYHY noaTuna (20).

Hait o61inTe KIMHHYEH XapaKTEPUCTHKHU B 3aBUCHMOCT OT eHETHYHUA (HEHOTHII ca
NnokKa3aHM Ha Tabnuua 1.

Tabnuua 1. KnuHHYHK XapaKTepUCTHKA Ha YETHPUTE F€HETHYHH NOATUINA Ha

cuHapoMa Ha Berardinelli-Seip




XuneprpodpuyHa - + - +
MHOKapHONIaTHs

Tun 1 1 TMN 2 MOKa3BaT NPUIOKPUBALIM CE KIIMHHYHHM XapaKTEPUCTHUKH, HO U C MAJIKH
pasnuku. Borlpeku reHepanusupanaTa IMIca Ha Ma3HUHa, nauueHTuTe ¢ Tun 1 uMar no6pe
ChXpaHEHa MacTHA ThKaH 110 JUIaHH, XOJWIa, CKalN U opOutanHara o6actT (MEXaHHYHA
MasHuHa) (21). Jlpata THNa € OTIMYABAT U M0 JIEKUTE (HJOPMH Ha YMCTBEHO H30CTaBaHe TMpH
BTOpH THN (22,23).

Cnopel HAKOH aBTOPM KOCTHH KMCTH C€ OTKPHBAT HE CaMo IPH IIbPBH, HO M [IPH BTOPU
Hmn. (24).

I'eHHyn MyTalMu, Npeaonpeneamy KIMHUYHHTE NOATHITOBE.

Tun 1

Ipyn unausuay ¢ Tan 1 BIJIM] pa3cTpoicTBOTO € NpUYMHEHO OT MyTanus B reHa AGPAT2
(9q34), xoiito xoaupa eH3uma 1-anmnriuuepon -3-gocdar O-aunnrpanchepasza 2 (1-
acylglycerol-3-phophate O-acyltransferase 2, (AGPAT2), K11040B €H3HM 3a CHHTE3A HA
TpHaLMArIULepon (25,26).

Tun 2

IMpu BI'JIJI tam 2, myTanusta e Bren BSCL2 (11q13) (27). To3u red koaupa npoTeuH,
Seipin, uusaTo pyHKUMA ce u3sAcHsBA (28).

Ceiinvn e TpaHcMeMOpaHEH NPOTEUH, U3X0XKAALL OT €HAOIUIA3MATHYHUS PETUKYITYM H
KOHUEHTPUPaH BbB BPB3KUTE MEXIY HETO M UMTO30JHUTE MMIUAHM Kamyuiy. [Ipeanonara
C€ HEroBaTa CTPYKTypHa poJis B OpraHM3alMaTa Ha MaCTHUTE Kamuuiu. Bucoka e
excnpecusTta Ha BSCL2, pecn. HeroBata mRNK B Mo3bka. C TOBa ce CBbp3Ba U
Bb3MOXKHOCTTA MMALMEHTUTE, KOUTO UMAT MYTAaLli B TO3W MPOTEUH J]a UMAT TIO-BHCOKa
4eCTOTa Ha YMCTBEHO M30CTaBaHE U JIMIICA H2 MEXaHWYHO aKTHBHA MAaCTHA THKaH.
Onucanu ca cny4yau HamyTauus Ha BSCL2 ¢ enunencus ¥ eHuedanonarus (29).

Tun 3 BI'JIJ

Tun 3 BI'JIJI BiouBa myTanuus B reH CAVI. TeHsT KOgMpa KaBeoJIWH, MeMOpaHeH
MPOTEUH, Urpaell] BaXKHa POJIs B JMMUAHOTO perysiupaHe, ¢ GU3HONIOrHYHO BUCOKH HHBA B
agunouuture. KaBeonurte ca opraHenu nop ¢opmara Ha MaJIKiU BITbOBaHMs OT BBHIIHATA
CTpaHa Ha [U1a3MeHaTa MeMOpaHa BBB BUJ1 Ha KOJIOU ¢ OCHOBEH CTPYKTYpeH GeNThK
KaBeoJIuH, 6oraTi Ha cUHronMnUAM U xosectepoi. OCBEH B CHIHAJIHATA TPaHCIyKLHS
HUMAaT POJI B MEXAHOMPOTEKLUHUATA U €HAOLMTO3aTa, KaKTo U (paronurosarta 3a BUPYCH U
6axrepuu (30).

Kaseonunute ca Tpu noaruna -CAV1, CAV2,CAV3, BaxHu B pa3iuyHa CTENEH 32
(YHKIMOHUPAHETO HA EHJOTEJIHHUTE KIETKH, aJUNOLUTHTE, GHUOpobiacTUTe © MYyCKyJNHaTa




TbKaH, B. T.4. MHOKapaa. IIpu Hamanenu wiM JuncBaiiy HUBa Ha kaseonun CAV1 B
pesynTar Ha MyTauus Ha CA VI rena nuIcBa HOpMaJIHa peryaalys Ha JTHIHIUTE ¢
Pa3sBUTHE Ha reHepasin3upana Junoaucrpodus (31,32).

Tun 4 BI'J1[

Ilpu Tan 4 e ycranoBeHa MyTtauus B PTRF, Koaupall npoTerHa nonuMmepasa I u Tpanckpun
ocBoGoxxasau aktop (polymerase I and transcript release factor, PTRF). Eana ot
pONIMTE Ha MpoTeHHa, koaupau ot PTRF e na crabummsupa u moamomorse o6pa3yBaHeTo
Ha kaBeoyHH. [Ipu MyTtauuu B PTRF ce noy4asa BTOpHYeH AeQHIAT Ha TPUTE MOATHIA
kaBeomuHu CAV 1,23, kato CAV3 onpeznens GyHKuMsITa Ha MEOUMTHTE U TIPH HErOBUSA
neduuur BIJIJL ce chuetaBa ¢ MycKynHa auctpodua (33,34,35).

KnuHuynusat ¢pesoTun Ha TN 4 ce pasmmyapa OT Tasd Ha THI | ¥ THN 2, KaTO JOMHHHpA
CBIIBTCTBALllATa MHOMATHSA, TaCTPO-MHTECTHHANICH AUCMOTHIIMTET U CKEJIETHH aHOMAJIHH.
I'naBHa npuynHa 3a CMBPTTa ca KaTeX0/aMHH-ePruYHa BEHTPUKYIapHa TaXHKapIusi U
APYTH ap¥MTMHUH, BOJCUIM 10 BHE3alHa CMBPT B IECTBOTO MM FOHOIIECTBOTO (36).

Twun 3 ¥ Tin 4 ca no-psaKo MpesCTaBeHH Ha HOMyAalMOHHO HUBO. B exHa OT rojemuTe
NpOy4YEHH CEPUH Ha BpoJeHa IMNoaCcTpodus B Typuus AKMHYM yCTaHOBSBA
npeo6nanasenero Ha Tun 1/ACPAT2 (16/33) u Tan 2/BSCL2 (11/33), exunmuny
nauuenTd ¢ tun 4/PTRF u vuto enun ciyyaii ¢ tun 3 (18).

ITono6HO € CLOTHOMIEHHETO NPU NMALUEHTH OT JIMBaH, KBIETO NOYTH BCHYKH UMaT €HA U
cbima (c.315_319delGTATC) myrauus Ha BSCL2, Npu NaukeHTH OT a)pUKAHCKH
TIPOM3XOJ, KOUTO 4ecTO UMAT €.589-2A0G AGPAT?2 BapHaHT WK NpH NAlMEHTH OT
TIopTyrajicku npousxo, KOMTO UMAT Ha ek30HH 3 unu 4 del mytanmu Ha AGPAT?2 unu
€.669insA Ha BSCL2 -rena (13).
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Yerupunudpen koa Ha 3a6oasBanero no MKB-10 (axo TaKbB e HaJIHueH)

E 88.1 -Jlunonncrpodns, neknacudunupana apyraae

Mons, nocoseme vemupuyugpen k0O Ha 3a60336arHeMo Co2IACHO Homenrknamypama MKDL-10. Ako maxve e
€ HALUYeH, MONA UZN0MCeme NpeoNocente 3u A0EKEAMHO U JOCMOGEPHO KOOUpane Ha 3abonseanemo &
HAYUOHAHAMA 30PAGHA cucmema.

Kon na 3a6oasiBanero no Orpha code

Mona, nocoveme xo0d na 3abonseanemo cvenacno nomenxaamypama Orpha code (http://www.orpha.net). Axo
MAKvE He € HAUYEH, MONA USKOJCeme RpeOnodcenue 3d AOEKEAMHO ¥ OOCMOSEPHO KoOupare Ha
3a6oAACANEMO 6 HAYUOHATHAMA 30PABHA CUCTIEMA,

EnnpeMuosioruynu 1aHHH 3a 3a60anBaHeTo B Peny6anka Bvirapns

Kimnnukara no nuaGer B Codus e cvimagena npes 1975 rogmua ot npod. Mapus [lamaHoBa,
KOraTo Ca XOCIHMTAIM3HPaHK [TbPBUTE NALMEHTH ChC 3aXapeH nuaber. B enekTponHus PETUCTEp HA
OTAENICHHETO MO AMaleT OT HEroBOTO OTKpMBaHe mpe3 1975 rommHa 4O MOMEHTa ca BKJIIOYEHH
BCHYKM HOBOMOCTBIMIIN AI€La ChC 3axapeH AnaGer — 4815 xeM 31.12.2020 Ha mw3pact 0-17
FOIMHY, KOWTO BKJIOYBA MAacOBO MpenCcTaBeHus Tun 1 (uncynuHO3aBHCHM) 3axXapeH anaber, THI 2
3axapeH auaber, Han 15 meua ¢ JOKa3aH TeHETHYHO MOHOFEHEH (B T.4. HeoHaTaseH) 3axapeH
Auaber. B perucrepa N0 MOMEHTa Ca BKNIOYEHM 3 MOMHYETa C KIMHUYEH tdenoTun Ha
renepuiasupada munoaucrpodus Berardinelli-Seip u 3axapen auaGer u eaun Ciy4ail Ra MOMHYE C
NapLHAATHA JTMIOXUCTPOdHA ¥ HApYIIEH [TIOKO3€eH TolepaHc. B kiuHukara mo €HIOKPHHOJIOTHA Ce
HabII0aBa CUITHO MACKy/IMHU3MpaHo MoMuye ¢ BIJII, TIpH KOETO TOHACTOSIIEM HE CE € Pa3sBUI
3axapeH uaber. B pamkuTe Ha crieunanusupaHata GONHULA, B CHCTABA HA KOSTO Ca OTAENCHUATa
TO CHIOKPUHONTHA M Aualer e HabmonaBaHo neTe ¢ mpumoGHMTa MapuLuaiHa JIMINOAUCTPOdUA -
cunnpom Ha Candle. Tpure Momirdera ¢ BI'[JI u MHCYIHHOpE3HCTEHTeH 3axapeH nuaber ch3gaBar
CCPHO3HM TEPANEBTHYHH MPOGIEMH MOPaaM pasrbpHATHA MeTabONHMTEH CHHAPOM, eKCTpeMHaTa
XHNCPTPUrNALEPUICMUS TIPH €HO OT TAX, AOBENa NO NAHKPEATHT, TPYAHO KOHTPOIHDYEMHS
3axapeH juabeT BBOPEeKH KOMOMHHpaHaTa Tepammusi, mnpoGNeMH C paHO HaCTBIIUIMTE
MHUKPOBACKyTTapHH = YCIIOXXKHEHHS M 3aCAraHe Ha PENPOAYKTUBHATA CHCTEMA, MOBHIIEHHS
MaKpOBACKY/1apeH (CBPAEYHO-CHAOB DHCK). MoMuueTaTa ca OT paiiOHH C TOBHINCH pucK 3a
Grmu3ko-poacTeenn Gpakose. CaMo Ha 6a3zara Ha Tesu 4 Ciry4as ¢e oueprasa 4ecrora Hay 1: 2 000
000 nacenenue, Bucoka 3a Espona. Ha CKpHHHIOBO HMBO MO KITMHUYEH (deHOTHIT BepOsATHO Morar
Aa GbJAT OTKPHTH M JIEUa C ONUCAHUS CHHIPOM TPELH pasrpbILAHETO Ha 3axapeH auaber.

Moud, nocoueme enudemuonozuunu Oannu 3a 3aborssanemo @ Peny6auxa Bvacapus. Jannume mpatea oa
SKAOYGAM uHpOpmayus Ha Geaeapeku esux za zaboneeaemocmma, Gorecmmocmma, npexcugsemMocmma u
cMbpmHocmma wa 3aboacanemo 8 fvieapexa obwya RoRYAQYUUA, KAKMo u XapaKmepucniuku u ovakean 6poii
HA RORYAAYUAING 8 PUCK.

1Mons, nooxpeneme unghopmayuama 3a emiOeMuonOZuNHUME OaHNY 30 30BOIACANEMO G Buieapus ¢ oaunu
om Hayuwu nyGAuUKAYuU OM NOCACOHUME Nem 200uNY, bubauoepagpexkama unghopmayus credsa da 6wode
ofopmena 6 cmun Bamuxyswvp. Mons, npuioxceme nvanomexcmos SQPUANM HA YUMUPAHUME  HAVYHU
nybauxayuu.

EnueMHo/I0rnYHM JaHHH 32 3260,151BaHETO B EBponeiickus cbro3

TlpyuBaHe OT enekTpoHHHTe peructpu B CAILl u EBpona Ha Bcuuku dopmu Ha
JMINONUCTPOGHUH, BKITIOUBAILHM IPUAOOUTHTE NIPH aBTOMMYHHH 3a6oMsBanus u HIV
ycraHoBsiBa 1.3—4.7 ciayuas/ 1 munuod (1). UectoraTa Ha BCUuKH JunoaucTpoduu B
Espona € 2.63 cnydas/munnon (0.96 u 1.67 ciyuas /MHIHOH CBOTBETHO 3a
reHepanM3MpaHaTa v NapunaiHaTa JNIOAUCTPodHs).




1. Elaine Chiquette, Elif A Oral, Abhimanyu Garg,David Aratijo-Vilar,Praveen Dhankhar
Estimating the prevalence of generalized and

partial lipodystrophy: findings and challenges

Diabetes, Metabolic Syndrome and Obesity: Targets and Therapy 2017:10 375-383

B T.4. HayuHH nyGaMKamMM OT NOCAEIHHTE NET TOXHHH H NPUII0KEHA
Ooubamorpadceka cnpaBka

Mons, noowpeneme unpopmayusma 3a enudemuonoeuunume Oaunu 3a  3IA6ONAGAHEMO 8
Eeponetickua  cvio3 ¢ Oannu  om  HayuHu nybaukayuu  om nocieOwume nem  200unu.
bubnuozpagexama ungpopmayun cnedea da 6voe ogopmena ¢ cmun Banxyevp. Mons, npunosceme
HBIHOMEKCIMOG 8APUAHM HA YUMUPAHUME HAVYHY nyGaukayuy.

OueHka Ha CLOTBETCTBHETO Ha 3a6oasiBaneTo ¢ JeMHHUHATA 32 psaxko 3abonsiBaHe
CbIJIACHO § 1, T. 42 OT AOMLJIHHTEIHHTE paznopenbu Ha 3akona 3a 3ApaBeTo

Mons, oexnapupaiime coomeemcmeuemo na 3abonssanemo ¢ dedunuyuama 3a padko saborseane
cvenacno § 1, m. 42 om donwnnumennume pasnopedbu na 3axoua 3a 30paseno.

B Esporma nedunuumsta 3a peaxu u yarpa-peaku Gonectu ca 6asupa Ha 4ecToTa
cpoTBeTHO <5/10,000 M <1/50,000 Hacenenue (1,2).

1.Commission of the European Communities. Communication from the

Commission to the European Parliament, the Council, the European

Economic and Social Committee and the Committee of the Regions

on Rare Diseases: Europe’s Challenges; 2008. Available from: http://
ec.europa.ew/health/ph_threats/non_com/docs/rare_com_en.pdf.

Accessed August 23, 2016.

2. EUR-Lex. Regulation (EU) No 536/2014 of the European Parliament

and of the Council of 16 April 2014 on Clinical Trials on Medicinal

Products for Human Use, and Repealing Directive 2001/20/EC 2014.

Available from: http://eur-lex.europa.eu/legal-content/EN/TXT/PDF/?
uri=CELEX:32014R0536&qid=1421232837997&from=EN. Accessed

August 23, 2016.

B buirapus nedununmaTa 3a psajko 3s6onssane e 3aganeHa B Ilaparpad 1, 1.42 at 3akona
3a 3apaBeTo: "PsaKo 3a6onssane” € 3a6osIBaHe, KOETO € C pasNpOCTpaHEHHE HE NMOBEYE OT
5 Ha 10 000 mymu ot HaceneHuero Ha Espomneiickus cpio3”

(B, 6p. 1 or 2014 r., B cuna ot 3.01.2014 1.)

Kpurepuu 3a quarsHocrunupane Ha 3a6019BaHETO

Mons, mbpoiire KpyTepuuTe 3a AMATHOCTHUHMpaHe Ha 3aboissaHeTo (NeUHMIES Ha Cayuai).
Mons, smodeTe uaopManus Ha ORIrapekd e3ux 3a NPHUIHALMTE M CHMITTOMWTE Ha 3af0NgBaHETO,
€THOMOTHATA M naroreHesara. Hupopmanmara creisa [a ce [030BABE HA LUPHETH M YTBLPACHH
MEMUMHCKM CTAHIAPTH, HALMOHAIHN KOHCEHCYCH, HACOKH 3a A00pa PaKTuKa M eKCHEP THH C'T-aHOBHINA
HAa HAUMOHATHH KOHCYNTAHTH M HaydHH jpy>KecTBa. B cioyuall, we Takupa He ca HUWMYHH B
PerryGnuxa Bwirapus, npuioskeHHTe YyXXACCTPaHHH CTAHIAPTH, HACOKA M KOHCEHCYCH ClieaBa aa
6paaT npeseacH Ha OLArapcK# C3MK M AJANTHDPAHE chOGDA3HO KOHKPETHATA crerm(IKa M yCIOBUT
Ha OWIrapcKaTa 3/|paBHa CUCTEMA.

B T.4. mayysm nyOnMKanMM OT TMNOCIHEOHUTE TNET TOAMHHM M TPHJIOKEHA
6ubmmorpadcka cpaska
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Moazs, nookpeneme unghopmayuama 3a xpumepuume 3a QuacHocmuyupane na saborssanemo ¢ Egponetickus
CYI03 ¢ OQHHU OM HAYYHU nybAuKayuu om nocreOHume nem 200uny. bubauozpagerama ungopmayus credsa
0a 6v0e ohopmena & cmun Baruxysvp. Mons, npunodceme maHomexcimoe 6apuanm Ha YUMupaniume wayyHu
nybnuxayuu.

Menuuuncka nuardosa Ha BIJIL ce wsrpaxna Ha GasaTa Ha comMaTH4HUS (EHOTHII,
pasno3HaBaeM OLIE B PAHHUTE AETCKH FOJUHU:
. 'enepanuzupana nunoarpodus
. YCKOpEH JIMHEEH PacTeX ¢ aKpoMeraius
. XenaroMeranus
. PasnpocTpaHeHa akaHTO3a, KCAHTOMH, YBEJIMUEHH [MAHH TUMOHHA Bb3JIH
. ITeriHa xepHUA
. IloBHIIEHO OKOCMSIBaHE NPU MOMHYETATA
. ATnetnuso 1sn0 ¢ pneGomeranus
. BuiuMa BUpHIHM3anus IpH MOMHMYETATa ChC CTapTa Ha nmybepreTa
KiiMHHYHHTE NpOSBU BKIIOYBAT
1.0Onuro-amenopus.
2. CumnToMH Ha 3axapeH auaber
3. YronemeH kopeM nopajau xenaTomerajamsra
4. KoctHu kuctH (CKONHO3a)
5. OcTbp naHKpeaTuT
BHOXMMHUYHY aHOMAJIUU U TAXHOTO BepUpHIMpaHe
1. XunepTpuriavuepuaeMus, yMepEeHo MOBUILEH XolecTepos, HUCsK HDL
2. 3axapeH auabeT WIM HapyleH TJIIOKO3€H TolepaHC Ha (oOHa Ha MHCYIHMHOBA
PE3UCTEHTHOCT
3. YepHoapo6Ha cTeaTo3a M CTEATO3EH XEMATUT C MOBHUILIEHH TpaHCAMMHA3H
4. IloBumIeHa KpeaTHHKWHA3a NIPY MYCKYJTHA AUCTpodus.
5. IloBulIeHn MHCYIMHOBY HUBA, pectl. nosuieH HOMA IR
OG6pa3Ha qUarHoCTHKa
1. Yarpa3sBykoBo H3c/ie/BaHe 32 yTOUHSBaHe Ha uepHOApoOHaTa cTeTo3a/dpubposa
2. YnTpa3ByKOBO M3CJIeBaHE Ha Chplie 32 MUOKapAHa XHepTpodus
3. YaTpa3ByKOBO H3cClie[iBaHE Ha OBApUMTE MTPH MOMHYETATA
4. PeHTreHOBa JMarHOCTHKAa Ha KOCTHHUTE aHOMAIMHU
I'eHeTHYHHTE M3Cle/IBaHMA INOTBBpXJaBaT quarHosata BIJI[l u Tumusupar emuH oOT
uetupute mnoArumna. Illmpokara mudepeHUManHa auWarHo3a UeNM HU3KIIOYBAHETO Ha
BpOJiEHAaTa MapuMajHa JAunogucTpodus, npuaobuTHTe nUNoAUCTpopHH IpH cepus
3abonapanus karo HIV unn  aBToMMyHHM 3abonsBaHMi, TronsAMara rpyma Ha
NPOrepONIHHTE CHHIPOMH H TIp.

NN R WN =

PenieHHeTO KaKbB reHETHYEH noaxon aa ¢ MPUIIOXKH 3aBUCH OT KOMIICTCHTHOCTTA Ha

nabopaTopusaTa ¥ Bb3MOXHOCTTA 33 MbPBOHAYAIHO H3C/ICJIBAHE HA TEPTETHH TPYIH OT
renn/TapretedH NGS (1).

AJIrOpMTMH 32 AHATHOCTHIHPaHe Ha 3260/19BaHETO

ITocnenoBatenHocTTa 3a M3rpaxpaHe Ha auarHoszara BI'ZIJI 3aBucH Ha MBPBO MSCTO OT
coMaTHyHha ¢enoTun (cneuuduyYeH akpoMeralonieH (EeHOTUN) W Junoatpodus, IO
NOBOJ Ha KOMTO OOIIONPAKTHKYBAILMAT J€Kap WIM NeaMaTbp Ja Haco4yM JEeTeTo B IO-
paHHa AeTCKa Bb3PACT KbM CIIEMAJIM3UPaHO 3BEHO MO KIWHHYHA IeHETHKa.

INosiBaTa Ha akaHTO3a, KIMHUYHUTE CUMITOMH Ha 3axapeH AuvabeT Ha (OHa Ha akaHTO3a
(MHCYNHMHOpE3UCTEHTEH AMabeT) MpU JIMNCa Ha 3aTABCTABAHE WIM NBK MbPBUYHATA WK
BTOpUYHA OJIMFO-aMEHOpesl MPH MOMHYETATa OPUEHTHpAT Jelara M NMOJPACTBALIUTE KbM
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CNEUMATUCTH MO AETCKA €HOOKPHUHOJIOTH.
Hudepennmantara [uarHosa Ha 3aXapeH AuabeT Ha oHA HAa aKAHTO3a M HHCKO TENECHO
TErJIO OPUEHTHPA WM KbM THN A MHCYJIMHOBA PE3HCTEHTHOCT (CBBp3aHa C AeEKT Ha
MHCYJMHOBMS pPCLENTOp) HMIM KbM 1ualeT, CBbp3aH C BPONEHA TeHepaIH3MpaHa
avnoatpodus.
JINarHOCTMYHUAT aNropuTeM mpu paGoTHa auarsosa BIJ[JI Hanara KOMIUIEKC OT
OHOXMMMYHH ¥ 06pa3HH M3CIEABaHMA KAKTO 32 MOTBLPXKIAaBAHE HA KIMHWYHATA MATHO34,
TaKa M 3a OLEHKa Ha I10CJIe/IBAIIITE TEPAIEBTHYHM HYK/IH.
YTO4HsBa INTIOKO3HATA XOMEOCTA3a ¥ HHBOTO Ha IEKOMIIEHCAIMA Ha 3aXapHus Auabert:

a/ KpbBHO-3aXapeH Nnpodu, ruKupan xeMorno6un (HBA1c)

6/ opaJieH rioK030-TOJMEPaHTEH TECT

B/ M3cielBaHe Ha UHCYIMH U C-NENTHA, W3YKCIABaHEe HA MH/EKCA Ha MHCY/IMHOBA

pesucretnocr HOMA IR
MeTa6onuTeH CKpUHUHT Ha JUIHANTE
YTOYHABaHE CTENEHTa Ha YePHOAPOOHATA CTEAaTO3a U CTEATO3HHS XENaTUT
KoHTpos Ha apTepHanHOTO HanAraHe
YTouHsABaHe ChpAeYHaTa QYHKUMS U U3KIIOYBAHE HA MUOKApIHA XMNIEPTPODHs
YrounsBaHe Ha ObpOpeunara ¢yHKUMA /MHKpOANGyMHUHYpHs, MaKpONPOTEHHYPHS,
610peuHa ¢puntpaums/
YTO4HsBaHEe TMINA XOPMOHAJIHH HapyIUEHUs NPH OBapHalHa JUCHYHKIHMS.
H3cnenBane cepyMHOTO HUBO Ha JIEITHH.
Creuuduyny H3CneABaHUA Ce HANaraT NPy MU3KIIOYUTENHO PEAKHTE HOATHIIOBE C KOCTHH
Ne3UH, MEHTAJTHH HapyLICHUS WK MYCKYJIHA C1aboCT.
I'eHeTuHaTa QuarHo3a ciieliBa Ja MOTBBPAM KIMHMYHATA AMArHO3a H YTOYHH €QHH OT
YETHpPUTE IeHeTUYHH noxaruna Ha Berardinelli-Seip wnm mek ga Hacouw reneTHuHHTE
M3CNICNBAaHUA KbM JPYrM CHHAPOMM C JMIoatpodus Kato HanmpuMep rpynara Ha
NpPOrepOMIHHTE CHHIPOMH.
M3NbIHEHNETO Ha JUarHOCTHYHUS alTOPHTBM KaTo L0 OM CleABalio [a ce BOOM B
CHIOKPHHOJIOTUYHO OT/e/eHHe B GOJIHHLA TPETO HUBO (NMEAMATPHYHA WM 1O BETPELIHH
Gonectu), KpAETO ¢ MYJNTHAMCUMIUIMHAPEH MOAXOJ IIE Ce M3ACHAT BCHYKM KIMHUYHH
acmeKkTd Ha cuHApoma Ha BIJUI, e ce 0606IIAT M OTHOBO C MyJTHAMCUMILTHHADEH
NOJXOJ ILE Ce MPOBEXK/IA JICUEHHETO.
[Naunenture cnensa a GbAaT JMCIIAHCEPU3MPAHH MO €1HA WIM HAKOJIKO OT KIMHHYHHUTE
Avar€osd (3axapeH auabeT, XPOHHYHO HYEpPHOAPOGHO 3acsraHe, OBLOpedYHO 3acAraHe,
apTepHajHa XHNEPTOHHA/TIOBHLIEH CBHPIAECYHO-CHAOB PHUCK) M C€ MpOCHesBaT OT
KOMIIETEHTHH CIIEHMATHCTH

Meauko-AnarHoCTHYHATa KOHCYJITAUMA Kacae ceMeHCTBaTa Ha NpoGaHIuTe U YTOYHABaHE
Ha HOCHUTEJICTBOTO Ha TEHHHMTE MYTAllMH, OCBHIUECTBSBaHE Ha NpeHATalHa JUarHo3a Ha
nocnexsamid  OPeMEHHOCTH. MeAHKO-ANarHOCTMYHATA KOHCYNTAlMs OCBIIECTBABA
MHPOPMHPAHOCTTA HAa MALMEHTHTE, 3acerHaTd oT BIJIJI npu HaBIH3aHETO UM
penpoayKkTMBHa BB3pacT, MNOATOTBA MOMMYETaTa 3a MpPEOAONISBAHE HAa BB3MOXKHH
penpoAyKTHBHHM npo6yieMd, MHGOPMHpa I'M 3a MeXaHM3Ma Ha MpPEHacsiHe HA FeHeTHYHWS
Ae(EKT B MOKOJICHHETO HM.

Mona, nocoveme aizopummu 3a Ouazrocmuyupane Ha 3a6oaseanemo. Moas, exmoueme ungopmanyusi na
bvazaperu  esux 3 anammesama u  Ouhepenyuannama Ouaznosa wa zaboaseawemo, wabopa om
2a6OpPAMOPHY, OOPA3HY_ U XUCHOTOZUYHU U3CAeO8aHWI, HeOOXO0OUMOCR! OM 2eHEMUYHU UICACOBAHUA U
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MEOUKO-2€HeMUYHO KONCYAMUpane, 0pyeu usciedsanus. Hugopmayuama caedsa oa ce nososaea na npuemu
U ymevpOeHIt MEOUYUHCKYU CIAHOAPMY, HAYUOHAIHY KOKCEHCYCY, HACOKY 30 0obpa npaxmuxa u exchepmuu
CMAHOBUWA HA HAYUORANHI KOHCYIMAHMU U HAYYHU Opyxcecmea. B cayyat, ye maxusa e ca wasuunu €
Peny6nuxa Bvazapus, npuroxcenume YYHCOCCTPARKY CIAROGPMU, HACOKY U KOHCEHCYCU cred8a 0a froam
npesedenu KA OvAZAPCKU €3UK U A0QNMUPGHU CoOBPASHO KORKpemHama creyuurka u ycrogusi Ha
bvazapckama 30pasHa cucmema.

B T.4. HayyHH ny6aMKanHM OT NMOCJAENHMTE NeT rOAMHM M NPHJIOXKEeHA
Ooubanorpadcka cnpaBka

1.American DA. 2. Classification and diagnosis of diabetes: standards of medical care in diabetes-
2018. Diabetes Care. 2018;41(Suppl 1): S13-S27

2.Hattersley et al. ISPAD Clinical Practice Consensus Guidelines 2018: The

diagnosis and management of monogenic diabetes in children and adolescents. Pediatric Diabetes
2018; 19 (Suppl. 27): 47-63.

3.Elizabeth J. Mayer-Davis, Anna R. Kahkoska, Craig Jefferies,Dana Dabelea,} Naby Balde, Chun
X. Gong,! Pablo Aschner,| Maria E. Craig.ISPAD Clinical Practice Consensus Guidelines 2018:
Definition, epidemiology, and classification of diabetes in children and adolescents . Pediatric
Diabetes October 2018; 19 (Suppl. 27): 7-19.DOL: 10.1111/pedi.12773

Moas, nodkpeneme ungpopmayuama 3a  aizopummume 3q Quaenocmuyupaie Ha 3a6oassanemo @
Esponeiickust cvi03 ¢ Oannu om HayuHu RYGAUKGHUN OM ROCICOHUMES nem 200uHU. Bubnuoepaghexama
ungopmayus credsa Oa Gvoe opopmena 6 cmua Bankyewvp. Mons, HPUNONCEINe MbAHOMEKCMOB SAPUANMT HA
YUMUPaHUme HayyHu nYGIuKayuu.

AJITOPHTMH 32 Jie4eHHe Ha 3260JIIBAHETO

Jleuenne na BI'JI]

Hueta

IMauuenture ¢ BIIJI Tpsa6Ba na noaxbpiar cTpora JMeTa 3a Ll XKMBOT | 1 KOHTpONUpAT
NOBUUIEHUS CH aneTHT. [IpueMbT Ha BBIIeXuapaTu Tps6Ba qa ObAe 3a CMeTKa Ha
OBIrOBEPKHUTE BBITIEXHIPATH H HEpa3TBOpHMH (Gubpu. 3a 1a ce u3berne
XHJIOMHKPOHHMHA ¥ XHNIEPPTPUTIHLIEpHAeMHUS, nanueHTute ¢ BI' I Tpa6sa na umMat
AHETa C MHOTO HUCKO ChABpXkaHKE Ha MasHUHU. OrpaHHYEH € BHOCHT POTEUHH M TPAHC
Ma3HUHU. [TOBHMILIEHO € KOJMYECTBOTO Ha pa3TBOpUMH GuOpPH, 32 1a ce u3berue
noTy4aBaHe Ha BUCOKH HHMBA Ha XOJIECTEPOI B KPbBTA [1]

Metdopmun

C MHorocTpanHUTe CH eheKTH BBPXY MHCYIHHOBATA PE3UCTEHTHOCT H KATO ITHPBO
CpeACTBO Ha M360p MpH JieYeHUE Ha TN 2 3axapeH AuaGeT MeTdhopMUH HaMHpa MSACTO U €
CPE/CTBO Ha M360p 3a MbPBOHA4ATHA TepamKs MPH CHHApoMa Ha Berardinelti-Seip.
Mertdopmun e Gureanua ¢ Xunornukemusupany edext [2]. elicTsa upe3 HaMansBaHe Ha
NpOX3BOJICTBOTO Ha FJIIOKO03a B YEPHHs P06, upe3 yBeJMuaBaHe Ha UHCYIMHOBATA
YYBCTBHUTEJIHOCT Ha TCJICCHUTE ThKaHH, H YPE3 YNpaKHABaHE HA aHOPEKCHYEH edeKT, KaTo
M0 TO3¥ HAYHH HaMmaJisBaHe Ha pUeMa Ha xaiopuu [3].

Merdopmun e orkpur npes 1922 r. Toii e BbBeeH KaTO NeKapcTBO BbB OpaHIus npes
1957 r. u B CAILI ipe3 1995. ¥ e BKITIOYEH B CIHCHKA HA OCHOBHHTE JIEKApCTBA HA
CaeToBHaTa 3/ipaBHa opranusanus (4).
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KaTo Hall -IUMPOKO M3MOI3BAHO JIEKAPCTBO 3a AuabeT, MpUeMaHO Mpe3 yCTaTa 3a HayalHa
MOHOTepaIKs ¥ B KOMOMHAIMSA C JPYTH XUNOTTTHKEMHU3HPAIM CPEACTBA.

Biuttoysanero Ha MeTdopmuH B Tepamisita Ha BIJIT e cpeacTso Ha mbpBH M360p U ce
cbo6laBa OT NOBEYETO ABTOPH, ONKCAIM CHHApoMa (5).

HesaBrcumo ot nonoxurenHute My eekTi Toi He e B CHCTOSHUE M3USIIO0 A2 KOPHTHpa
metaGonutHuTe nedextv npu BI'JIJ], KbaeTo HHCYNIMHOBATA PE3UCTEHTHOCT € MHOTO I10-
TEXKa, U NP KIMHWYHA u3aBa Ha 3/1, cerpoBoxaaw munoarpodusaTa, ce Hanara
KOMOWHHpPaHa Tepanys ¢ KHCYJIMH B HeOGH4alHO BUCOKH O3, XMIIOJMIIEMAYHH CPE/ICTBA,
AHTHAHJPOrCHHA TEPANNA NPH )KCHNUTE, JIEYEHHE HA apTepUAIHATA XUIIEPTOHHUS M 6Bp30-
nporpecupawara quabetHa Hegponarus.

Jlentun

Ofr rnenHa ToYKa Ha NATOTOHETHYHMSA MEXaHU3bM C JIENTHHOB Ae(ULUT, BOAELI A0
xuneparus ¥ ¢ OTPUIATETHH €(EKTH BBPXY XUIIOTANaMO-XHIIO(pH30rOHAAHATA OC
NIEYEHHeTO C peKOMOHHAHTEH JIENTHH B MOMEHTa € ofelasanio ¥ Habupa Bce NMoBeye
NONYJISPHOCT

JlenTUHBT € UMTOKHUH, OTAENIAH OT MACTHATA THKaH (aJUMOKKMH) C OCHOBEH eeKT KOHTPOI
Ha CHepPruiiHus GanaHc Ha TPBPHBAYHUTE OpraHN3MH. OCHOBHO MACTO Ha EHCTBHE € BHPXY
PELICNTOPUTE Ha JIATePAJIHKs XMIIOTANaMyC C MIOTHCKAHE Ha aneTUTa U BbPXY MEAHATHHA
XUMoTanaMyc Aa CTUMYMpa yCEIIaHETO 3a CUTOCT 4pe3 anda MeNIaHOCTHMY/THPaLHs
XOpMoH. Jlnmncara Ha JIeNTHH WK AeQEKTHUTE B PELIENTOPa 32 JIENTHH H aLEHTPaJHO HUBO
3aCHJIBAT aneTHTa [6]

Jlentunst € oTkpuT OT Jeffrey Friedman npes 1994 roauna ciaen AparoroauIuHo
NpOy4BaHEe M KIOHHPAHE Ha 3aTIIbCTENH “06-00" Mumku [7]

Anaror Ha yoBewKus nentuH metreleptin (methionyl leptin) Toproseka mapka Myalept,
Myalepta) e onoGpen 3a mepeu T B Anonus npes 2013, 8 CAILl 2014 u B EBpona npe3
2018. MpukanuuTe 32 ONOGPEHHUs MpenapaT ce OTHACAT 32 MbPBUYHM (POPMH HA JIENITHHOB
AeHUUMT NpY MyTallMH B FeHa Ha JIENTHHA U 33 MHCYIMHOPE3UCTEHTHHSA 11abeT U
XUNEPTPUTIIMLEPUAEMHUSITA TIDH BPOACHUTE UK TIpHAOOUTH HOpMU Ha TUNOACTPOd UM
[8,9,10). B Espona cnopen EBponeiickaTta MeuumHCKa areHuus MeTpenenTtus Tps6pa aa
ce KOMOHMHHpa ¢ JueTaTa 3a JICYEHHE Ha TMMOAUCTPOUH 1pH 3ary6a Ha MOAKOXKHA MacTHA
TbKaH C €KTONHWYHO OTJIaraHe B APyrM OpraHy KaTo MYCKYJIH U 4epeH npo0. [IpenaparsT e
pa3pelueH 3a BE3pacTHU M Jelia Hajl 2 FOJMHH C reHepallM3ipaHa JTUOANUCTpOdu -
cunapom Ha Berardinelli-Seip 1 cunnpom Ha Lawrence u npu Bb3pacTHH U aeua Haz 12
FOMHY C NMapuuaiHa munoauctpodus Bl Cunapom Ha Barraquer-Simons npu veycnex
Ha cTaHnaprHarta Tepanus (11).

JleueHHneTo ¢ peKOMOMHAHTEH JIENTHH 3aIl0YBa OIIE B ITEPBATA AEKaJa HA HACTOAIIMS BEK
(12,13,14,15)

OGoGweHu ca npe3 2010 ronuHa NONOXHUTEIHHTE TepaneBTHYHK eheKTd Ha MeTpenenTeH
BBPXY MeTa0OJIMTHUTE HapylIeHUs Ha mbppBUTe 100 ciiyyas, ONMCaHU B IMTEPATypaTa.
Ipunoxenuero Ha JlenTHH HaMansABa MJIa3MEHHWTE HUBA HA ITIOKO3a HA 21adHo,
no0o06pAea 2N10KO3HAUS MONEPAHC U UHCYIUHOBAMA YYECMEUMEeNHOCH, pedyyupa HUBATA
Ha rIMKupaHus xemorno6uH (HeAlc ), Ha Tpurimuuepuaure, nogobpABa XenarocTearosara
U HaMaJigBa €KTONMYHHUTE TMIMUAHHK oTnaraHus (16).

Jleyenueto ¢ MeTpeienTHH NOHACTOANIEM CE pasIIApsABa BbB Bee noBede ctpani (17)
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Moas, nocoveme anzopummu 3a nevenue na saboraganemo. Mois, exmoveme unopmayun na bwvrzapexu
e3UK 30 mepanesmuyHume ROOXO0U KoM 30BONAGCGHEMO, 6 MOBA YUCIO KOHCEPEAMUSHU U ONCPAMUGHI,
mexHume HpeSUMCmMeq, PucKoGe U OYaKGAHA eeKMUCHOC, GOOCIYU CREYUARUCITY RPU NPOGENCOaHe HA
JCUEHUCMO U HEODXOOUMOCIINA OMm KOHCYIMAyuu ¢ Opy2u CHeyNQIUCIY, NPEnopvuumenes Ouemuyen
pexcum u Qusuvecka akmusnocm u op. Huopmayusma creosa da ce nozosasa na npuemu u ymewvpoenu
MeOUYUHCKU CTHAROAPMU, HAYUOHATHU KOHCEHCYCY, HACOKU 30 000pa RPAKMUKA U eKCREPIMHU CIAHOSUULA KA
HAYUOHATHY _KOHCYIMAHIMY_U_HAYVYHU Opyocecmea. B cayuai, e maxuea we ca namuyny 6 Penybauxa
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Boacapus, npusosicenume wydicoecmpannu cmandapmu, HACOKU U KONCeHCycu ciedéa doa Gvoam npesedenu
Ha bBAAPCKY €3UK U QOAHMUPARY CHOBPA3HO KOKKPEMHAMA CReYUdUKA U YCA06UI Ha BoazapeKkama 30pasHa
cucmema.

B T.4. HayYHM nyOJHKAIMH OT MOCJAEAHHTE NeT FOJHHH M NPHJIOKeHR
oubamorpadcka cnipaska

Moan, nodxpeneme ungpopmayusma 3a arzopummume 3a nevenue Ha 3a60I86aHEMO 6 Leponeiickus ¢vios ¢
dannu om Hayunu nybruxayuu om nociednume nem eoounu. Bubnuozpagickama ungpopmayus creosa oa

6v0e odopmena ¢ cmun Bankygvp. Moas, npuiodceme Woanomexcmos 6apuanm ua Yumupanume HaywHu
nybauxayuu.

ANTOPHTMH 3a NPocJIeAsiBaHe HA 3a60JIIBaAHETO
IIpociaeasisanero Ha BI'JIJI Hasiara My ITHAMCHHILIHHAPEH MOAX0X

OcHoBrute KAMHUYHH npoGiemu Ha BIJIJ] ca oT MeTaGoNMTEH ¥ €HIOKPHHEH NPOM3XOA U
Hali-4ecTo ce NpoC/eIBaT OT JEKapH ChC CYOCIELMAIHOCTH O EHAOKPHHOIOTHS 1
o0OMsHaTa Ha BEIIECTBaTa KbM OCHOBHHTE NUCLIMILIMHH NIEAWATPHA ¥ BETPEIIHH GONECTH.
JleuenueTto uesM HamMaNABaHE HAa HHCYIHHOBATa PE3UCTEHTHOCT Ype3 MeTdhopMuH 1
TIUTa30HH, XUIIOIMIEMHUYHH CPENCTBA, MOTHOHIMPAHA JHETa ¢ PeLyuupaHe Ha Obp3uTe
3aXap¥ U Ma3HUHWTE, BHACSHE HA €K30T€HEH MHCYJIMH TIPH TPYIHO OBJIasABaHE HA
riukemusTa. JledeHHeTo Ha 3aXapHus AuabeT u JUcIUnmuaeMusTa ce Gasupa Ha
06LIONPU3HATHTE MEXAyHapoaHH KoHceHcycH Ha ISPAD (InternationalSociety of Pediatic
and Adolescent Diabetes), ADA (American Diabetes Association), EASD (European
Association of the Study of Diabetes). B usgagesoto prkoBoacteo Ha M3 “TIpenopsku 3a
noGpa KIMHHUYHA NIPAaKTHKA NPH 3axapeH Auaber” ce 060611aBaT BCHUKY acleKTH Ha
JAUarHo3a M JICUeHHe Ha OCHOBHUTE TUNOBE AualbeT THM 1 ¥ THIT 2, MOCHEHHAT
NpHAPYXaBaH ChC 3aT/ILCTABAHE U AUCIMNUAeMu. JlaficHU ca HAaCOKHM 3a JICYEHHE Ha
MHCYJIHHOBATa PE3UCTEHTHOCT M AUCIMITNIEMHSATA MO MPUHLMIL, HO HOpajd rojsaMara
PAAKOCT HA CHHAPOMMUTE Ha JIMOOAUCTPO]US He ca pasriefaHu OTAeIHO crielnpuIHHTE
JMarHOCTHYHM M TEpareBTUUHU NpoOIeMHU Ha TaKMBa NAlMEHTH, BKJIIOYHTEIHO ¢ THI A
MHCYJIMHOBA PE3UCTEHTHOCT. M3KIounTenHara psaKkocT Ha TMNOAUCTPOGHIHUTE
cHHApoM, B T.4. BI'JIJ] Hanara o6oco0sBaHe Ha BUCOKO-CTIELIUATH3UPAHH LIEHTPOBE,
00eMHABALIM NEAMATPH U TEPaNeBTH-eHIOKPUHOJIO3H, KOMTO JIa IIPOCe/sBaT TaKUBA
NalMEeHTH OT AETCKA BB3pacT Ipe3 HeNus UM XKHUBOT. [TonoOHM LIEHTpPOBE 11e MMAT H
ObielnTe B3MOKHOCTH 1@ BbBEXK AT HHOBATHBHO JieYeHHE KaTo Iiasmadepesa 1
noHacrosiueM MeTpenentun. B TakuBa LIEHTPOBE MOTaT J1a Ce TIPEABUIAT ¥ THPCAT BCHUKH
KIWHUYHK ycoxkHenus BIJIJI. B 3aBucuMocT oT cnieluduuHUTE HYXAH [pU
MOMMYETATa YeCTO CE HaJlara KOHCYJITalldsl ¥ NpoJie/isiBaHe OT CELMAJICTH MO aKyLIEPCTBO
¥ TMHEKOJIOTHsl, OTHOBO NMpoGHIMpaHH 3a Aela 1 Bb3pactHu. Kiuununute deHoTHnOBE
ChC 3acfAraHe Ha KOCTHTE U3UCKBA JIEUEHHE H MPOCIIEAABaHE OT CIELHUATHCTH 110
OpTOnEeaus, KOXXHUTE IPOMEHH KaTO aKHE U XUP3YTH3bM MOraT Ja BKIIOYATH
AepMaTosiosy. 3a fiena Ha BB3pacT 10 18 romunn 3axapHusT guabeT Mo NPUHIMI ITOAIEKH
Ha JIMCMaHCEPHO NpocesBaHe B H3BHHOOMHMYHA IOMOIL € IpaBo Ha 12 mperiena
TOJUILHO MpPH CHEUHANUCT MO JETCKA EHAOKPUHONOTHA U 60ojlecT Ha OOMsHAaTa,
M3ITBJIHATE HA U3BHEHOOIHUYHA MeuIUHCcKa oMo, Toil mpocienssa pacTexa U
Pa3BUTHETO Ha JETETO, My6EPTETHOTO pa3sBUTHE, PYHKLIMOHHPOHETO HAa OCTAHATIMTE
CHOOKPHHHH JKJI€3H, HUBOTO Ha METabOIMTEH KOHTPOJI, HAYHHA Ha HHCYJIMHOJIEYEHHE Y
BHJIOBETE HHCYJIMHOBH NpENapaTy WM NepopatHy cpenctea. 1o npuHIUN NpU JaBHOCT Ha
nuabera HaJ 5 roguHH WK cie 11 roauinHa Be3pacT ca BKIIOUBAT CKPUHHHIOBU
M3CJIEIBaHMS 3a IMabeTHa MUKPOAHTMONIATHA C MPOCeIBaHe Ha MUKPOAIOYMHHYPHSTA U
OYHMA CTaTYC, HO npy nanueHTHTe ¢ BIIJI CKpHHHHIBT MOXE [a 3aMOYHE Clie] CTapTa Ha
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3aXapHHs TMebeT, BKIIOYBAHKU HE CaMO MUKPO-, HO M MaKpOBAaCKY/IAPHH YCIOXKHEHUS 1
IbBHUIICH CBPACYHO-CHIOB puCK. Cien HaBbpIUBaHe Ha 18 roguHH ce oCchIIeCTBIBA
NPUEMCTBEHOCT NPH NPEMUHABAHETO KBM TEPANEBT-€HIOKHUHOJOT, KOMTO PEABAPHTENHO €
3ano3sHar ¢ npoGieMa, Cbe cnenubuuHUTE GU3MIECKH U IICHXHYHH 0COBGEHOCTH Ha
nauuenta ¢ BI/UL TepaneBThT-eHAOKPHHOIOT € OCBEOMEH 3 PENPOLYKTHBHHATE
HaMepeHUA Ha MAUMEHT, HOCHTEJI Ha reHeTHYHa MyTauus 3a BIJIJI u noaroTes
TpeHaTallHaTa JUarHo3a B CbOTBETHOTO FEHETUYHO 3BE€HO, KOETO L€ 5 OCHUIECTBH.
CwmsHaTa Ha NeKyBallus eHJOKPHHOJIOT € CTPECOB OT IICHXOJNOTMYHA IJIEHA TOYKa
MOMEHT, CBBP3aH C He(JIaronoMy4Hs U BIOMABaHe Ha METaGOTMTHHS KOHTPOJ 10
npasusio. Toi cbBraja c HaBbPIUBAHE Ha MIBIHONETHE Ha NAUMEHTUTE NIPU He3aBbplIcHa
TNICUXH'YHA 3PSIOCT, CBbP3aHa C ONUT 32 PAa3KPENOCTABAHE OT POAUTENHUTE, PHIHYECKO
OTACJIAHE OT TAX, MOBEACHYECKH MPOGJEMH M XHUBOT Ha IPUHLMINA “Npo6a- rpemka”,
NpOITyCKaHE Ha HHCYJIMHOBH HHXXEKUUM, THETHYHM IPELLIKY, HaMaleHH (pUHAHCOBH
BB3MOXKHOCTH U TIp.

KonexruebT Ha oTaeneHuero mo nuaGeT KbM CHENMATM3MpaHa AETCKa GONHHIA MMa
FOPCIIOTO XKEJIaHHE /1a Ch3Ia/ie €KHIT OT T€PaneBTH-€HJOKPUHOJIO3H, C KOMTO HMa 3aJa4aTa
Ta OCBIIECTBM TpaHC(epa Ha Jenarta ¢ AMabeT, WIKIMIOYHUTEHO BaXKHO 332 MOHOTEHHHTE
¢dopmu Ha 3axapeH AHaGET, KM KOMTO cnaza u BI'IJ1

Moas, nocoueme arzopummu 3a npocnedssane Ha 3a60A78aHEMO. Mons, exmioveme undhopmayus wa
Gopeapeku esux 3a npoenosama Ha 3abonssanemo, Heobxodumocmma om nocaeoeawyu  GoanuuHu U
U3BLHOOTNUNHY 2PUNCY, 800CUU CREYUANUCII NDU NPOCAEOREaHemo 1 HeoBxoouMacmma om Koxcyamayuu ¢
Opyau  cReyuanucmu, GbIMOJNCHU VCAONCHEHUS, Hecmoma u Inescecm Ha YCAOACHEHUAMA U Op.
Hupopmayuama caedéa 0a ce nosoeasa Ha npuemu u YmevpoeHu MeOuYUHCKN CIMAHOApMY, HAYUOHATHH
KOHCEHCYCH, HACOKY 30 00BPa NpAKNIMKA U excnepmny CIanosutyd Ha HAYUoHAIHY KOHCYAMARMU U HAYYHU
opyxcecmea. B cayuail, we makuea we ca Hanuunu ¢ Penybnuxa buaeapus, npunosxcernume yyscoecmpannu
CMAHOApIMu, HACOKU U KOHCeHcycu credsea da &woam npesedenu na Goazapckn esux u adanmupanu
CLOOPASHO KOHKPEMHAMA cneyupuKka u ycao8us Ha bvazaperama 30paeHa cucmema.

B T1.4. HayuHdu nyGaMKAUMM OT NOCAETHATE NeT TOAMHH H NPHJIGKEHA
6nbanorpadcka cnpaBka

Mons, nooxpeneme ungpopmayusma sa ancopummume 3a npociedssawe na saborssanemo 6 FEeponediciun
CHH03 C OGHHU OM HAY4HU NYOIUKAY UL OM nocaeOHume nem 200uny. Bubruozpagexama ungopmayus credea
0a 6v0e oghopmena ¢ cmun Bankyswop. Mons, npunoxceme neanomexcmos eapuanm na yumupauume HayuHu
nyéauxayun.

ANropaTMn 3a pexabuauTanns Ha 3a6oanBaHeTo

Mons, nocoveme areopummu 3a pexabumumayus na 3aborseaneino. Mons, exmoveme ungpopmayust na
Gvrzapeku esuk 3a HeOBXOOUMOCIIMA u nompebHOCHIME OM CREYUIUIUPAHT pexabunumayus, 6 mosa
NUCAO QUBUKANNG, MEPKY 30 COYUQING UNMEZPAUA, CReyuanru o0Dpasosamennu Hyxcou, npoghecuonanto
opueHmupane u npexsanuuxayus, ncuxorousecka nomowy. Hugopmayusma credsa da ce nozosasa Ha
npuemu 1 ymeopOeHu MEOUYUHCKU CIAHOAPMY, HAYUONARHU KOHCEHCYCY, HACOKU 3G 000PA Npakmuka u
EKCREPIMHIL CIAHOGUIYA HA HAYUORAIRU KOHCYIMAHMY U RAYYHU Opydcecmeq. B cayuaii, e maxusa ne ca
Haruunu 6 Pemybauxa Bvazapus, npunoxcenume wyxcoecmpannu cmanoapmu, Hacoxu u KOHCEHCYCU creoeq
0a b6v0am rpesedenu Ha BbA2APCKU €3UK U AOARMUPAHY CLOBPA3HO KOHKDemMHamA cheyudhura u yeaosus Ha
bvaeaperama 30paena cucmema.

B T.4. HayYHM ny0aHKALMH OT NOC/EJHHTE NET TOAMHH H NPHIOKEHA
O6ubsnorpagcka cnpaska

Mons, nookpeneme unghopmayusma 3a arzopummume 3a pexaburumayus na 3abosAeanemo 8 Eeponeiickun
CbI03 C OAHHU OM HAYYHI NYOTUKAYULE OM BOCACONUME nem 200unu. Bubruocpagpckama unopmayus credea
0a 6v0e ogpopmena ¢ cmun Banxyevp. Moss, npunodiceme RuaHOMEKCmMos 6apuanm na YUMUPQHUME HAYYHU
nybauxayuu.

HeoOxoqumn _fieiiHOCTH 32 mpoduaaKTHKa Ha 3a60siBaHeTOo (aKO TaKMBa ca
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NPHJIOKHMH)
IIspeuyHaTa mpodunakTHKa HA IeHETHYHO-NETEPMHHHDPAHO 3aGoMsABaHe Opyd IBPBU
Ciy4alt B €JHO CEMEHCTBO € HENPUIIOKUMA 32 Beue YCTAHOBEHA BPOZACHA reHepaau3upaHa
munonucTpodus. ITbperuHaTa NpodUIAKTHKA C METOAMTE HA MpEHATANHATA AMATHO3a 6
NpEAOTBpaTHIIa N0ABA HA IPYTH A€la B CEMEACTBOTO Ha NpobaH/a NPy U3SACHEH FeHETHYEH
nedexr. [Tpeuunata npodunaxtuka Ha BIIJI chIno Kacae ¥ NOCTHIHANHTE B ZIeTepoaHa
BB3pacT HOCHTENHN Ha pelleCHBHU reHn 3a BIIJT ¢ u3cnensane He TexHHTE NapTHEOpM.
Bropuunara npodunaktuka Ha nauuent ¢ BI'JJ kacae BCHYKH aclekTH Ha 3a60J15BaHETO,
HCTOBHA KIIMHHYEH XOJ, NpPaBHIIHOTO JEYeHHE, JIEYEHHE HAa CHIBTCTBAINM OPTraHHH
AMCOYHKUMMM M XOPMOHAIHM JeHuUMTH, NpO(QHIAKTHKATA HA KBCHHUTE MHKpO- U
MaKpOBacKyJIapHU YCIIOXHEHHUS:
1.BropuyHa npoduiakTHKa Ha XHIICPTPUIIHIIEPHACMHUATA
a/ CTPOr AMETHYEH PEXHM, OrpaHHYABAL BHECEHHTE C XPAHATA MA3HUHU
6/ nepuonnieH 1aGopaTOpeH KOHTPOJ HA CEPYMHHTE JTUIMAH
2. Bropuuna npodunaxTika 3a oT/1araHe pasBHTHETO H KOHTPOJ Ha 3axapHus auaber
a/ mpocnensBaHe CTOWHOCTMTE Ha KPBBHATA IIOKO3a HA IVIafHO M 2 Yaca Cliel
XpaHeHe
6/ nposexpane Ha OpaJeH INIFOKO3OTOJEPAaHTEH TECT C M3CieABaHEe Ha OasaneH
HHCY/IMH M U3YHCIIABaHE HA MHIEKC Ha HHCYnMHOBapescteHTHOCT (HOMA IR)
B/ MNpOBEXIAHE HAa TEpamus C OYYBCTBUTENM HA MHCYIMHOBOTO JeHCTBHE:
MeT(OPMKH, INIUTA30HU U aJleKBATEH KOHTPON HA NIPUETHTE C XpaHaTa BBIIICXUAPATH
I/ ajeKBaTHa KOMILIEKCHAa MEIUKAMEHTO3HA Tepanus ¢ noGaBsHe Ha ApYTH
NepOpaIHM aHTUAHAOETHH JIEKapCTBa U MHCYIHH
3. IlpodunakTika Ha CHPAEYHO-CHAOBUS PHUCK:
@/ mpocneasBaHe CTOMHOCTHTE HA APTEPHATHTO HAIATAHE
6/ oueHka Ha MHOKapHaTa QYHKLMA H KOPOHAPHHUTE PE3EPBH
B/ aJleKBaTHA AaHTHXUNIEPTEH3MBHA TEPANUS
4. IpodpunaxTvka Ha nHabeTHaTa HEQpONATHS
a/ CKpUHMpaHe Ha MHKPOaI0yMUHYpPHSTA OT MOMEHTAa Ha MOCTABEHATAa AMATHO3a
BI'JIJI ¢ xoMGHHHMpaHO M3CIIEBAHE Ha:
- 24 yacoBa ceKpels Ha MUKPOAIOyMHH M 061 GENTHK (nopma <30 mg/24 u)
- HU3YHCIABAHEC OTHOIUICHHETO  MHKPOAIOYMMH/KTEaTHHHH B CyTpellHa
NopLus ypuHa (Hopama <2.5)
- H3YACIBAHE HA MHMHYTHaTa CEKpelds Ha MHKpoanCymuH (HOpMa<20
mcgr/min)
5. IlpodunakTika Ha OBapHATHATA XMIIEPAHAPOrEHEMHUS IPH MOMHYETATA
a/ KIMHMYHA OLIEHKA Ha CTaJHUTe Ha MyGepTETHOTO pasBHTHE M BPEMETO 3a
MEHapXxe, OLICHKa HAJTAYMETO Ha ITbPBHYHA aMEHOpes
6/ KOHTpONHMpaHe peJOBHOCTTa Ha MEHCTPyalHMS LMKBI H NPOCIEISBaHe
NEePHOAUTE HA BTOPHYHA aMEHOpes
B/ €XETOIHM ¥ NIPY WHIWKALMH N0-4eCTH TMHEKONOTHYHM Mperieay
I/ IpujaraHe Ha MEIWKAMEHTH, HACOYEHH 32 TMONHMKMCTHYEH OBapHANEH CHHIpOM
(MeTdopMuH, HHODOTHK, HHOTHHOJI, KOHTPOLIENITHBH, AHTHAHAPOreHHH npenaparH)

Mons, nocoveme Oeiinocmu 3a npogunaxmuxa wa 3aGorsieaHemo, ako makuea ca npunoxcumy. Moas,
6XAI0Yeme UHPOPpMAYUs HA BLAZAPCKU 3UK 30 HEOBXOOUMAMA NbPEULHA, EMOPUNHA U INDEMUNHA NPEGEH A,
PucKosu paxmopu, ¢ mo6a HuCAo u Gaxmopu na oxoanama cpeda, ckpunune u dp. Mngpopmayusima caedea
da ce no306a8a HA npuEMU U YMELPOCHU MEOUYUHCKU CMANOAPMY, HAYUOMATHN KOHCEHCYCH, HACOKU 34
000pa APAKINUKQ U EXCREPMHY CINANOBIAYA HA HAYUOHANHY KOHCYAMAHMU ¥ HAY4HU Opyxcecmed. B cayua,
e makuea we ca nanudny ¢ Penybauxa bvazapus, npunoxcenume wyioecmpannu cmanoapmy, HACOKY u
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KOHCEHCyC credea da (v0am npesedenu Ha GbI2APCKU €3UK U A0ANMUpaHU CoOOPaASHO KONKpemHama
cneyudhura u ycrosun Ha 6va2apCKkama 30pasHA CUCMesma.

B T.4. HayyHu ny0aMKaNMH OT NOC/TEAMHTE NET TOAHHM H NPHJIOKEHA
6nbauorpadceka cnpaBka

Moaa, nookpeneme ungpopmayusma 3a neobxooumume mepxu 3a npouraxmuxa na 3a6oiséanemo 6
Egponeiickusi cvi03 ¢ OGHHU OM HAYYHU NYyBRUKQUUM OM ROCACONUME nem 200UH. Bubnuozpagpcrama
ungpopmayus credea oa 6vde oghopmena 6 cmun Bankyewvp. Mons, npwioxceme nwanomexemos eapuanm Ha
YUMUDAHUME HAYYHU RYOAUKAYUY.

Ilpeanoxenus 3a opraHu3alis Ha MEIMUMHCKOTO OOCHy)KBaHe Ha MAlMEHTHTE U 3a
dunancupaHe Ha CBOTBETHHTE MEHHOCTH, CHOGpa3eHH ¢ felicTBallaTa B CTpaHaTta
HOpMaTHBHa ypenba

llonanafixky B rpymara Ha ynrtpa-peakute Gonect ¢ uectota 1:2 000 000 BT JJT ce
HYXJIaAT OT BUCOKO-CNICHHAIM3UPAH €KHII B GONHUIA TPETO (aKaJEMHUYHO)

HHUBO, KBJCTO CAMHUYHH CMICHHANMCTH Ca 3all03HATH ChC 3a60JIBaHETO U Upe3 peryJsispHH
XOCMUTAM3ALMH U C JUCIAHCEPHO IOCNEAABaHE B W3BBLHOONHMYHA IOMOL] OT CHIIHATE
CHENMaNMCTH MalUeHTHTE MOraT Ja MoJydyaT HaM-aJeKBaTHAaTa M KOMIUIEKCHa
JUArHOCTUYHH M TepaleBTHYHA TIOMOILI.

MemumsckoTo o6cnyxBsaHe Ha nanueHTUTe ¢ Auabet, cBbp3ad ¢ BIIJL, ce mpumokpuBa ¢
HalUMOHAJIHMTE CTAHAAPTH Y OPTaHW3aLlKs 3a JIEYEHHE H KOHTPOJI Ha MALMEHTH ChC 3aXapeH
AuaGeT OT CHOTBETHHUTE BH3PACTOBH IPYNH M He M3HUCKBA JONBIHMTEIHA OpPraHH3aUMs W
HOpMaTHBHa Ga3a.

Mons, onuweme npeonoocenus 3a opeanusayua Ha MeOuyunckomo obCAYHCEaHe HA nayuewmume u 3a
gunancupane na coomeemnume oeiinocmu, cvobpasenu c deiicmeawama 6 cmpanama HOpMamuena ypeoba,
EKAOYUMENHO OOOCHOGAHYU NPEORONCENUS 3 OOMbAHEHUA U uaMenenws. [Tpednoscenuama mpabea oa yensm
nooobpsisane Ha OOCMBNA 00 KAYECMEEH Y, AOEKEAMHIL U HABPEMENHU MEOUYUNCKU U 30PUBHU 2pudICU, KAKmMo
U ORIMUMUSUPGHE HA UINONZGARUME PECYPCU 8 30PABHAMA CUCMEMA, 6 MOBA YNCAO MAMEDUANHY U YOEEULKH.
Hugopmayuama caedsa O0a ce no3oeasd Ha npuemu u YMELPOCHU MeOUYUHCKU CMIANOAPIMU, HAYUOHAHY
KOHCEHCYCU, HACOKU 30 000PA NPAKMUKA U eKCRepMHY CINAHOGUIYA HA HAUOHATHY KOHCY.AMARMU U Hayuny
Opyxcecmea. B cayuail, ve maxuea we ca naruinu 6 Penybnuxa Bvazapus, npuioxcernume YyHCoeCmpani
CIMAHOAPMY, HACOKYU U KOHCeHCYCU credsa O0a Gwoam npesedewu Ha Oureapeku esux u adanmupan
CLOOPASHO KONKPEMHAMG CREyUpUKA U YeA06UA HA BBbAZApeKama 30pasnd cucmema.

Onrcanue Ha ONMUTA ¢ KOHKPETHH NALMEHTH ChC CHOTBETHOTO PAAKO 3a60NABaHe (ako nMa
TaKbB)

AMWM.A, ponena na 21.04.1998 c Terno 2600rp, dano cnue 3axapen aunaGer Tum 2

C penyunpana noakoXHa MacTHa TEKaH OT PaHHO AETCTBO, YBENUUEHH MIMAHY THMOHH
Bb31H Ha 10 roqumna Be3pact (2009 roauna), KOraro € MbpBaTa XOCMHTAIN3ALHUS B
CBAJIIB. ITocTaBeHa no GEeHOTHIHUTE IPOMEHH AMArHO3aTa CHHAPOM Ha Berardinelli-
Seip ¥ 0GeKTUBH3MpPaHa HHCYTHHOBA PE3HCTEHTHOCT C OPasIeH TJIFOKO3EH TONEPAHTEH TeCT.
OI'TT npu ceXpaHeHH CTOMHOCTH Ha KPbBHATA IIFOKO3a:

Bpeme  kp.3axap (mmol/]) uHCcymH (mU/])
0 4,4 62,1
120° 4,7 173,5
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06w xonectepon — 3,44 mmol/l; Tpurmuuepumm — 3,1 mmol/l
Hanenu yxa3aHus 3a TUETHYEH PEKUM.

Ilpe3 Oxtomepu 2013 roauua (15 ronuumna Be3pact) XOCMHTAIM3UPaHA CbC CUMIITOMH Ha
3aXapeH aualeT (1I0IMAMMCO-TIONMYPHS, KOHCYMAaTHBEH CHHIPOM, GOJIKH B JlyMOanHaTa
obnact) u aMOyNnaTOpHO yCTaHOBEHa XUneprinkeMus 16.8 Mmon/i; peer 162,5 cm (SDS=
0,669), Terno 49,6 kr(SDS= -0,598); HepeNOBEH MEHCTPYaIEH LUK, MeHapxe Ha 14
ron.s-cT ; HbAlc — 14,03 % (4-6%); C-nerrrun — 1022 pmol/l (196-960), TPHUIIMLUEPHIH
4.9 mmol/L. OTpuuaTe HH HMYHONOTHYHH MapKepH 3a THI | 3axapeH auaGer. Exorpadcka
/MarHoCTHKAa: HOPMaJleH ChPICYEH CTaTyC, JaHHM 3a XeNaToCcTeaTo3a. 3amoysaTo
HHCY/THHOJIEYCHNE B YETUPHKPATEH pexxuM obiua nosa 42 E, MetdopMuH o cxema 10
1500 mMr nHeBHO, OMera -3 MacTHH KHCEMHH.

Bropa xocnuranusauus M.Maii 2014r.

HesapoBonurenen meraGomuren koutpoi (HbAlc — 9,44 %) u HapacTBane Ha
TpurauuepuauTe 1o 25,9 mmol/l. Pexyumpan xpaHuTeneH npueM ¢ IpeMHHABaHE KbM
MHCYIHHOBH aHAJIO3 B 061a 103a 60 E 1 MerdopmuH 10 2000 Mr IHEBHO, XpaHHTEHH
noGaBku oMera-3 MacTHH K-HH H JlHajeBb.

Tpera xocnuranusaims - Homepu 2014

Browen metaGomuten kontpon (HbAlc — 12,34 %) npu yBenudena HHCYJIMHOBa 103a JI0
1,75 E/kr.1/ ; BOLIEH IMIHUIEH CTaTYC: O6IN xonectepon 13,99 mmol/l; Tpurnuuepunu
46,9 mmol/l. 3anen6oyaBaiia ce MHCYTMHOBA PE3UCTEHTHOCT U 3acTpaliaBaliia
XUIIEPTPUIIULIEPHAEMUSA; TOBUILEHA n03a MeTdhopmun Ha 3000 Mr fHEBHO

KoHcynTtupaHna ¢ TepanesT -€HIOKPHHOJIOT.

IIpeanpueTo cnupane Ha HHCYIMHOJIEUEHHETO M BKIOYBAHE HA YETBOPHA KOMGHHALMA C
nepopaiHa Tepanys HaCOYeHa KbM MHCYJIMHOBATa PE3UCTEHTHOCT M XMIEPTPHIIH-
LepUAEMHATA: UOMOHHHPaHa XUNoNUNeMHyHa Tepanus: Jlunantun 200 M /1kancyna
Beuep/, [Tnornurason /30mr Beuep/, Cumsactatun /20Mr Beuep/, Metdoanab 3xI1r.

KonTtponuu nmunuau cnen 11 nHeBeH GonHudeH mpectoit: xonectepos 3,57 mmol/l;
TpuriMuepuan 5,6 mmol/l; HDL-xonectepon 0,43 mmol/l; LDL-xomecteposn 0,61 mmol/l

Hocnenpamy xocruranmsanuu npes 2015 u 2016 roquua: now Meraboute KOHTPOJ €
HeAlc 11-12% Bapupaina XunepTpuriiMuepuaeMus, N0sSBa Ha MHKpPOaJIOyMUHYPHS ¥
6b0peuna xuneppuaTpaLus; apTeprUaIHa XUIIEPTOHHS, CTEATO3eH XENATUT C TOBHIIEHH
TpaHcaMuHa3u. Exorpacky aHHH 3a IOMMKHCTHYEH OBaphaseH CHHIPOM. Brictasosenu
MaJlk1 1034 HHCYJIMH B YE€THPUKpaTeH pexxuM. [loaabpxa nocoyeHara yeTBopHaTa
nepopaiHa tepanus ¢ npubaseH Exananpun. Tpyauo cnassa guera.

Ha 18 roquwna Bb3pacT npH TpUrmMuepuay 10 60 MMOJI/J C yCIIOKHEHYe- OCTBp
NaHKPEaTUT, HAJIOXKUII IBE XUPYPIrUYHH HHTEPBEHIINH.

HesazoBonuTenen KOHTPON U IO MOMEHTa BBIPEKH NO-I06paTa MOTHBALMS 3a CIIa3BaHe
Ha jauera. Jlowa nporHosa.

Cectpa Ha AWUT, pozena na 08.05.2001 ¢ Tersno 2500 rp. Xocnuranusupasa npes 2014
roJuHa Mo NOBOJ AWAarHO3aTa Ha HaiiHaTa cecTpa, 6e3 cyGekTHBHY oriakBaHus. TIpu
nperaesa: ¢peHoTunHu npomenu 3a Cunapom Ha Berardinelli-Seip. Fonsm nunom ¢
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pasmepH 2 CM Haf JIsBa BEXAa, KUPOCKONHO03a.

buoxumuyHu u3cnenBanus: xonectepon 3.23 mmol/l, Tpurnuuepuas 2.8 mmol/l, HDL
xonecrepon 0.74 mmol/l, LDL xonecrepoxn 1.24 mmol/l, CRP 0.61 mg/l. HbAlc 5.61 %

Ilposepenusr OI'TT nokpHBa KpUTEpHUTE 3a 3aXapeH quabeT:

3ano4naro jedeHne ¢ MetdopmuH no cxema 10 1500mr

Ilpocnenena 2015-2016-2018 roauua: 6e3 Menapxe IpH 4-a CTeNeH BHHIIHY MOIOBH

6CH63PI, 3amna3cH KOHTPOJI Ha KpbBHATA I'NIIOKO3a U JIMITKANTE, HO C JaHHU 33 CTeaTo3eH
XCTIATHUT.

Tocnenna xocrutanusanus FOmm 2018 roguua (17 roaumsa Be3pacr): I'bPBUYHA
aMeHopes, HaIULE € OBapHallHa XHIIEPaHAPOreHeMHs, OBapuaiHa JUCGHYHKIHUA ¢
HE3PANACT Ha (ONMKYJIOTeHE3aTa, OTFOBAPSAILO Ha NPEAMYGEPTETHO HABO, HE3aBHCHMO OT
BTOPHYHHTE N0JI0BH Genesu; cTeaToseH xenatut: ASAT 139 U/l, ALAT 108 U/l, GGTP 49
U/l, ALP 94 U/l, xonectepon 4,10 mmol/l, TpHrauuepuan 2.5 mmol/l, HDL xonecrepon
0.85 mmol/l, LDL xonecrtepoun 2.13 mmol/l; HbAlc 5.03 %. . OcTaBa Ha fiepopaiHa
Tepanus ¢ Merdopmun 3 x 1000 mr., ITrornurason 45 mr u Huodommk

Ipes 2020 ronuua Gewe xocnuTanu3Mpana TpeTa NaUHEHTKa Ha 14 FOJMHM OT ChIIHs
reorpa)cku paloH ¢ IHarHOCTHLMPAH JUaGeT Mo MOBOA Ha FeHUTAIHA UHbeKuus,
HAJIOXHJIA XMPYPrUYHa NHTepBeHUUA. CHIHO MacKyJIHHH3UPaHa, ¢ PEHOTUN Ha
Berardinelli-Seip, mppBr4Ha aMeHOpes, pasrbpHAT KIMHUYHO ¥ GUOXUMUYHO 3axapeH
nuabeT Ha (hOHA Ha HHCYJIMHOBA PE3UCTEHTHOCT, HAJIOKHII MHTEH3UULHPaHO
MHCYJIMHONeYeHHe U MeTdopmuH B HapacTsaia fo3a 10 1500 mr. EaudcTBanusT

KOHTPOJICH IpEerie]] nokasa OBJafsiBaHe Ha 3aXapHHA AHa0eT U 3aJ0BOJIUTEIHH HUBA Ha
CEepYMHHTE JIMIH/IH.

W npu TpuTe nauneHTH Bee OHle HAMaMe reHEeTHYHA AHarHo3a. Hanparen e TIHK matepuan
3a U3C/IeqBaHe

B ornenenunero 6e npocineaeHo o 18 rovms#a BE3pacT H MOMHYE ¢ napuHanHa
NMNOaTpodus C NpeUIEKUHOHHO HATPYTIBAHE HA MACTHA THKAH B FOPHATA NIONIOBHHA HA
TAJIOTO, ATJICTUYHH KpaifHuUM ¢ draeGomeranus, pasnpocTpaHeHa aKaHTO3a,
onuromeHopes. Hanuue Gewle kimHMYHO nono6penye criel BKIOYBaHe Ha MeTdhopMuH.
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Mons, onuinere onura B Pery6iuka Bbarapus ¢ KOHKpeTHY NaLMEHTH ChC CHOTBETHOTO
psaxo 3a6ossiBaHe. Mo, nofkpenere HHpOpMaLKATa C JaHHH OT Hay4YHH MyGIHKALUH OT

nocJieiHUTe NeT roguuu. bubnuorpadcekara undopmarwms ciensa aa 6bae opopmena B
ctun BaHkyBbp.




