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HHOOPMAILIMA 3A:

Haunmenosanune Ha 3a00/19BaAHETO

Q87.1 CuHapoMH HA BPOJE€HH AHOMAJIHH, CBbP3aHH NPeJHMHO ¢ HHCBK PbCT-
Prader-Willi cunapom

OllpeJ]e.TIEHﬂe HA 3200/I9ABAHETO

Cungpombt Ha Prader-Willi e psako reseTnuno 3abonsBane, KoeTo 3acara GHU3HYECKOTO U
MCHXHYECKo pasBuTHe. Heromara wectora e 1 ma 10,000 mo 1 mwa 20,000 HOBOpOIEHH.
Knuuuunata KapTHHA ce XapaKTepH3upa ¢ HW3pa3eHa MYCKYJIHA XWIIOTOHMS, JIMLEB
AMCMOpGH3BM, MAIKH [UIAHH M CTBIATA H HPOrPECHpPAI0 HATHOPMEHO TErjJo IOopagu
HeMmoJ1aBanl ce Ha KOHTpOoJ aneTuT. CeleHeTo M NMPOXOKIaHETO ca 3HAYMTETHO 3abaBeHH.
HzocraBanero B HIIP Bapupa npu oraenHute nauMeHTH W e cpegHo okoso  1Q 70.
ITauenture ¢ PWS HM3HCKBAT KOMIUIEKC OT MHTEPBCHIMHM 3a ONTHMHU3MpaHE Ha TAXHOTO
GU3MYECKO M ICUXHYECKO PAa3BHTHE- PBCT, TErJo, TOBOP, IOBEJICHYECKH aAHOMAJIHH.
JluarHozara ce MOCTaBs CbC CHEUM(HUHH H3CIE/BAHMS, KOMTO [O03BOJISBAT HEHHOTO
MOJIEKYJIIPHO TPELM3UpaHe, & PE3YJITATHTE C€ M3IO0J3BAT B IEHETHYHATA KOHCYJITAlMsS U
npeHaTanHaTa THATHO3A 110 JKeJlaHuie Ha ceMeiicTroTo. [loBedeTo cnmyuau ca cropaauyHH.

Yerupunudpen koa Ha 3a6oasaBanero no MKb-10 (ako TakbB € HAJIHYEH)

Q87.1

Ko na 3aboassanero no Orpha code

EnujeMuo/10rnMHH JaHHHU 3a 3260 sBaHeTo B Penybsmmka boarapus

He pasmonarame ¢ enmuaeMHONOrHYHH AaHHH 3a 4ecTOTaTa Ha cuHIpoma Ha llpanep Buiu B
bbirapus.

B T.4. Hay4YnH Ny0IHKAIMH OT MOCJENHHTE NeT FOJHHH M NpHIokeHa dudanorpadeka
crpaBKa

Enugemuonoru4un 1annm 3a 3abonssanero B EBponeiickust cbio3

CpennoeBponeiickaTa yecToTa Ha 3aboagBaneTo e 1 Ha 10,000 mo 1 nva 20,000 HOBOpOAEHH.

B T.4. HAYYHH MyGJIHKALMH OT MOC/IeXHHTE [eT TOAHHH U NpHIoKeHa 6ubanorpadceka
crpaBKa

1. Tuysuz B, Kartal N, Erener-Ercan T, Guclu-Geyik F, Vural M, Perk Y, Ercal D, Erginel-
Unaltuna N

Prevalence of Prader-Willi syndrome among infants with hypotonia.

J Pediatr. 2014;164(5):1064.

2. Suzanne B Cassidy, Daniel J Driscoll

Prader — Willi syndrom

European Journal of Human Genetics, (2009) 17, 3-13

OneHka Ha CHOTBETCTBHETO HA 3a00/isiBaHeTo ¢ JeuHMNMATA 332 PAAKO 3adoasiBaHe
cblyiacHo § 1, 1. 42 o1 JONBJHUTENHHTE pa3nopeadu HAa 3aK0HA 32 3/(PABETO

Cunzpombr Ha [lpajep BHIIH € B CBOTBETCTBHE ¢ JAcMHUIMATA 3a PAIKO 3aboisiBaHe
cbriacHo §1, T. 42 oT JONBJIHUTETHHTE pa3nopei0H Ha 3aKOHA 3a 3/IpaBeoa3BeHeTO U € MO/




1:100 000 aymm 3a bearapus.

Kpurepun 3a JHATHOCTHUHPAHE HA 32060/1BAHETO

Kpurepuute 3a ocTaBsiHe Ha AHarHo3a cuHapom Ha Ilpagep Buiw ca npeicTaseHy B

cnenHara radbnmia:

T'1aBpHH KAMHHYHHA KPHTCPpHH

1. IIHC- renepanusupana XUIIOTOHHUS

2 FaCTpo- WHTECTHHAIHH IPOSBH- 3aTPYAHCHO CYy4YEHE, JIOIIO HagnaBaHe Ha TErJio,
YBEJIHYEH aTICTHT, obe3uTac

3. Jluues queMopdu3bsM- OUTEMIIOPATIHO CTECHEHUE Ha Yepela,

4. EHIOKPHHHH- XHIIOIOHAIU3BM

5. UHIIP

JTonbJIHATETHH KPHTEPHH

1. HeBponorauHu- HaMaJICHH JBIKEHHs Ha (peTyca, NeTapruyHo HOBOPOIEHO

2. JluxarejHa cucTeMa — ChbHHA allHes

3. EHIOKpUHHHU- HHCBK PBCT

4. JlepMaTOJIOTUYHHA- XUIIOMKUIMEHTAIHSA

5. OproneauyHu- MAJIKH JUIaHH M CThllAlla

6. Hescen rosop

7. TlosuileHa MOHOCHMOCT Ha 00JIKa

8. Hamanen 1mo3us 3a 0BpbIIAHE

9. Jlebopmanuu Ha rphOHAYHHS CTHIO

10. Hapymena TepmoperyJiaius

B T.u. HayyHH OyO0JHKAUMM OT MOCHeJHHTE MeT TOJAWHH H MpHI0KEHA
oubanorpadeka cnpaska

1. Tunuesa, P., JI. Agpxuena, M. Croesa.- Hanmsar onuT B JICYCHUETO HA CHHAPOMA Ha
Prader-Willi ¢ pexoMOHHAHTEH YOBEIIKH pacTeXeH XOpMOoH. llequarpus, ToM XLIX, 2009p
cymneMenr 1, 24-27

2. Tunuesa P., Asmkuena J., Ctoesa M., Cunppom Ha Prader-Willi- Br3MOXKHOCTH 32
ChBpPEMEHHA JHarHo3a u nedenue. [leamnarpus (CymiemMenT 3a 00IIONPaK THKYBallHA
nekap)/2009, 20-23

3. Tunuesa P., Croesa U., Asmkuesa [l., Cuaapom Ha Prader-Willi- kpuTepuu 3a IHarHo3a.




IIpakTiyecka neauarpus. 2009; 10: 22-23

AJIFOPP]TMPI 34 THATHOCTHIIMPAHE HA 3200/I9BAHETO

JuarsocTuueH ajiropuThmM
CycnexkTHa KIMHHYHA KapTHHA
Meruniupane- HOpMAaJIHO- OTXBbpJICHA IHar{o3a
Metunupane- naroyioru4eH pesyarar- FISH- oTknonenue- nenerus
HopmauieH pesyntaT FISH - yaunapenranna quzoMus

- AMIIPUHTHHT

-UPD

B 14, mayysn ny0aukanMm 0T NOCAeJHHTe MeT TFOAHHH M [PH/I0KEHA
oubanorpadgexa cupaska

1. Tunuesa, P., JI. ApmkueBa, U. Croesa.- Hammsr onuT B JieUeHHETO HA CHHIpPOMA Ha
Prader-Willi ¢ pexomOuHaHTeH 4OBEIIKH pacTexen xopmon. [Tepuarpus, tom XLIX, 2009p
cyrmieMenT 1, 24-27

2. Tunuera P., ABmxuena /l., Croesa ., Cunjpom Ha Prader-Willi- BBE3MOXKHOCTH 32
CbBpEMEHHA [HarHo3a W JieyeHue. [lemuarpus (CymuieMeHT 3a OOMIONPAKTHKYBAIIIHS
nexap)/2009, 20-23

3. Tunuena P., CroeBa W., Asmxuera /1., Cungpom Ha Prader-Willi- kpurepun 3a nuarsosa.
[IpakTuyecka neauatpus. 2009; 10: 22-23

4. Asmxuena /. Pesynratu oT jiedyenue Ha Jiena cbe cuuipom Ha Prader-Willi ¢ PX.

ITepBH HAllMOHAIEH KOHIPEC M0 JIETCKAa EHIAOKPUHOJIOTHA C MEX/ICYHApO/HO Y4YacTHe,
Codwus, 21-23 anpun 2005 r

5. I.Aemxuera, b.Jlumutpos, P.Tunuesa, E.Cumeonos; Tepamus ¢ pacTesxeH XOPMOH IIpH
mamueHTd cbe cuuapoma Ha Prader-Willi X-tu kourpec mo nemmatpus, Codus, 2-4 IOHu
2005r.;.cTp.39

6. Avdjieva D, Tincheva R, Stoeva I, Growth hormone therapy in two children with Prader-
Willi syndrome.

Fourth Eastern European Conference on Rare Diseases and Orphan Drugs, 2009, June 13-14,
Plovdiv, Bulgaria,

AJITOPHTMH 34 JiedeHne Ha 3200/1ABaHETO

JleueHHETO HA MAIIMEHTUTE ChC CHHIpOMAa Ha Hpaﬂep Buiiy BKJII0YBa MEIHIITMHCKU 'PUKH 11O
OTHOIICHHEC Ha CJICAHHUTE KJIHHUYHH Hp06ﬂeMI/I :

» M3paszenara XMUNOTOHMS U NPOOIEMH C XPAHEHETO B KbPMAYCCKHS EPHO/L

e JlnarHocTHIMpaHe Ha XUITOTOHAAH3Ma H XMIIOIHMTYHTapu3Ma

o OmiansBaHe Ha IPEKOMEPHHS ATIETHT W Pa3BUTHETO HA HAJIHOPMEHO TETJIO B IETCKATA
BB3pacT- MpUIaraHe Ha HHAMBHAyallHa AHETOTCPAITHS

e MoHHTOpHpAHE Ha CKOJMO3aTa H €BEHTya/lHa OllepaTHBHA KOPEKIIHsA

o Jleuenue Ha MOBe/IEHYECKHUTE IPOOIEMU

« Konrpon Bepxy husuyeckara akTHBHOCT

o JleueHHE C PACTEKEH XOPMOH- €KEIHEBHH BEYEPHH MMOJIKOKHH alUIMKAIMK Ha
pexoMOHHaHTeH pacTe)xeH XOpMoH B f03a 0.1 E Ha Kr. npH fena ¢ H30CTaBaHe B
pacTexa

Bakker NE, Siemensma EP, van Rijn M, Festen DA, Hokken-Koelega AC. Beneficial Effect




of Growth Hormone Treatment on Health-Related Quality of Life in Children with Prader-
Willi Syndrome: A Randomized Controlled Trial and Longitudinal Study. Horm Res
Paediatr. 2015. 84 (4):231-9. [Medline]

B T1.4. HayyHH ny0IHMKAIHMH OT MNOCAeIHHTe MeT TOJAHHH H IPHJI0NKEHA
oubauorpadgeka cnpaBka

1. Tunuesa, P., JI. Amxkuena, M. Croesa.- Hamusit onuT B JleYeHUETO HA CHHIpOMA Ha
Prader-Willi ¢ pexomOuHaHTeH 4oBeUIKH pacTexeH XopmoH. [lexuarpus, Tom XLIX, 2009p
cymiemeHt 1, 24-27

2. Tunuera P., ABmxuena M., Croesa U., Cungpom mna Prader-Willi- BB3MoOxHOCTH 3a
ChbBpeMEHHa JMartosza M Jedyenue. llexmarpus (cymiueMeHT 3a OOMIONPAKTHKYBAIUs
nekap)/2009, 20-23

3. Turyera P., Croesa U., Armxuena [I., Cunapom Ha Prader-Willi- kpurepun 3a nuarnosa.
Ilpaxtnuecka neguarpus. 2009; 10: 22-23

4. Asmxuesa [, Pesynrati ot neyenue Ha gena che cunapom Ha Prader-Willi ¢ PX.

[TepBH HALMOHAJIEH KOHIpPeC 110 JeTCKa EHJOKPHHOJIOTHS ¢ MEXACYHAPOJHO Y4acTHE,
Codus, 21-23 anpuin 2005 ¢

5. 1.Asmxuesa, b./lumurpos, P.Tunuesa, E.Cumeonos; Tepanust ¢ pactexen XOpPMOH IPH
nanuenTs che cuaapoMa Ha Prader-Willi X-tu konrpec mo neauatpus, Codus, 2-4 HOuu
2005r1,;c1p.39

6. Avdjieva D, Tincheva R, Stoeva I, Growth hormone therapy in two children with Prader-
Willi syndrome.

Fourth Eastern European Conference on Rare Diseases and Orphan Drugs, 2009, June 13-14,
Plovdiv, Bulgaria,

AJ'll"OplflTMl'I 3a mpocjeadBaHe Ha 3a00/1IBaAHETO

XOPMOHU

CTX (PX) X

IGF-I unu IGF-BP-3 X X X
TSH X 4 X
fT4 X x X
| onagoTponuHH, IOJIOBH

crepouau cies 10roa. Bp3pact/

%
BUOXUMHWYHU

I'moxo3a X X
HBAIC X

ASAT X X
ALAT X X




I'TT

Anxanna docdarasza

KpeaTHHMHOB KIIMPBHC

npu XbH

HHCTPYMEHTAJIHU U
KOHCVYJITAIIMHA

Koncynraius ChC CHEIHATUCT

O4YHHU OONIECTH - (HYHIOCKOIHS

EKI" - no npenenka

Pentrenorpadus 3a koctHa

BB3PACT

Pentrenorpadus, KAT, MPT —

[0 MpeICHKa

Pentrenorpadus na 6st apo6

u AKP — no npenenka

KOHCY.J'ITE[III/IH CBC CIICIHAITHCT
OpTOICAUs U TPAaBMATOJIOI'HA -

110 IIpCHCHKAa

IPYTU

Pber, TenecHo Terno




CIMCBK HA MEAULIMHCKUTE U APYTUTE CIIELUAJINCTH OT

JIEHEBHOTO 3ABEJIEHUE

Hme Pajika Creanopa Tunuepa- Mopnanosa
Od6pazoBanne Bucie

Cnenunaanocr Ilegnarpus, MeMIIHHCKA Te€HETHKA
Kpasmukanun | lucmopdonorus, nacieicTBeHH MeTaboauTHH 00J1€CTH
y6aukanun Hag 150

Onurt 28 rogunu

Hme Jlanuena MupueBa Apmxuena- T3aBena
Ob6pazoBanue Buciue

Cneuuajnocer [lequaTpus, MeIMIIMHCKA TEHETHKA
Kpanunpukamuu | Tucmopdornorus, HaciiecTBeHH MeTaboIMTHH O0JIECTH
[ybankanuun Han 140

Onur 18 rogunu

Hme Anmun Kagsm

Ob6pazoBanue Buciie

CnenuajiHocr ITemaTpust

Ksammdukannu | /lucMoposiorus, HacieCTBEHH MeTabOTHTHH DOIECTH
Iybsmkanum

Onur

Hme Wpan JIuTBHHEHKO

Obpa3zoBanue Bucme

Cnenuaanoct IlemnaTpus, neTcka HEBPOJIOTHs
KBanudukanus

Ily6mukanuu

Onur

Hme Jlnuko 3axapuen

OopaszoBanne Bucme

Cnenuajnocr O6pa3Ha nuarHocTuka

Kpasmdukanun

Iybiukanun

Onnr

Hwme | Henn JJumutposa Tomosa
Oo6pasoBanue Buciue

CnennajHocT Knunnuna nabopatopus
Kpaymmpukanusn

Onur

Hme 3naruHa AraHacopa Tacesa
O0paszoBaHue Buciue

CrenpajHocr Kunesurepanesrt

Ksamupukanus

Onur PexaOunuranusa Ha HalMeHTH ¢ MeTa00IUTHH 3a00IABaHHs
Hme Cuexana Credanona

O6paszoBanue Bucrie

CreuuaaHoct Crapliia MeJUIIHHCKA CECTpa

Kpamuduxanus




| Onnr | Opranusupane Ha H3CE/BAHNS H JICUCHHE j

B T1.4. Hayunnm ny6adAkanmpH oT NMOC/HEIHHTE NET TOAHHH H TPHJIOKeHA
oubanorpadceka cnpapka

1. Tunuena, P., JI. Akuera, . Croepa.- Hammar omut B JIeUeHHETO HA CHHAPOMA Ha
Prader-Willi ¢ pexomOunanTen dopemiku pacrexen xopmod. [leanarpus, Tom XLIX, 2009p
cymnemenr 1, 24-27

2. Tunuesa P., Apjkuesa [I., Croesa U., Cunmpom Ha Prader-Willi- BB3mMoxHOCTH 32
ChBpEMEHHA JiMarHosa u jedeHue. llenmarpust (cymiemMeHT 3a  0OIIONPAKTHKYBAIIKS
nekap)/2009, 20-23

3. Tunuera P., CroeBa U., ABmxuesa [l., Cunjpom Ha Prader-Willi- kpuTepuu 3a JMardosa.
[Tpaktuuecka nexuatpus. 2009; 10: 22-23

4. Apmxuena [l. Peaynraru ot JieueHne Ha Jena ¢be cuHapoM Ha Prader-Willi ¢ PX.

IIupBH HalMoOHalleH KOHIpec IO JeTCKa CHAOKPHHOJOTHA € MEXICYHApOMHO YYacTHE,
Codus, 21-23 anpun 2005 r

5. JI.Asmxuesa, b Jlumutpos, P.Tunuera, E.Cumeonor; Tepanus ¢ pacTeskeH XOPMOH 1IpH
nanueHTH cbe cupapoma Ha Prader-Willi X-tu xonrpec no nemmarpus, Codus, 2-4 IOnu
2005r.;.cTp.39

6. Avdjieva D, Tincheva R, Stoeva I, Growth hormone therapy in two children with Prader-
Willi syndrome.

Fourth Eastern European Conference on Rare Diseases and Orphan Drugs, 2009, June 13-14,
Plovdiv, Bulgaria,Prader-Willi syndrome

AJITOPHTMH 33 peXxadHIMTANMSA HA 3200/19BAHETO

Pexabumuranus npum nauuMeHTuTe CbhC cuHApoMa Ha [lpagep Bunaum mepBOHAYANHO Ce
npoBexa B OOJHMIIATA IO BpEME Ha Xocnuraiuzauuure. [IbpBoHadanHo 14 e (PokycupaHa
BbpXY HaJH4YHaTa XWNOTOHHMA. Ha no- kbcHuTEe ertanu o0exkT Ha pexabuiaMranus ca
HaJIHOPMEHOTO TerIo H Jedopmanuure Ha rpbOHAYHMS CTBHJIO, KOMTO CE€ IpPOBEXKAAT B
CICHHATH3HPAHH IICHTPOBE B CTPAHATA 110 HAIE IPEJNHCAHHE. '

B T4, Hayynn ny0uMKanMe oOT TOC/AEIHHTE NeT TOAHHH H NPHIOKEHA
oubamnorpadeka cnpaBka

HeoGxopumu fefiHocTH 3a npodmiakruka Ha 3a0oiasiBaHero (aKo TakKuBa ca
NPHJIOKHMH)

Besiko ceMelicTBOTO MoTy4yara MOAXOAINA FeHETHYHA KOHCYIITALIUSA, KAKTO H II¢ MOIYIH
MOJIXO/ISII0 MEHIHHCKO IPOCIeasBane.

[Tpenaranna auarsosa Ha OonectTa Ha cuHapoma Ha llpagep Bunm Moke ma ce mpaBu B
KyJTypa aMHHOIMTH HJIH TPOOH XOPHOHHH BHCH.

B T.4. Hayusu ny0auMKauMH OT NOCJEIHHTE NeT TOAHHH H NPHI0KEHA
oubanorpadcka cnpaska

IIpeanokeHust 3a opraHH3anHs HA MeTHIHHCKOTO 00C/Iy)KBaHEe HA MANMCHTHTE M 34
(uHAHCHpaHe HA CbOTBETHHTE AEHHOCTH, ChLOOpazeHH ¢ AeficTBamaTa B CTpaHaTa
HOPMATHBHA ypeaoa

Onucanne Ha ONHTA ¢ KOHKPETHH MANHMEHTH CbC ChOTBETHOTO PSAKO 3a0oisBane (aKo
HMA TAKbB)




B oraenenuero mno knuHuuHa reneruka npu YCBAJIIB-Codus ce nabmonasar 15 mena ¢
muarnos3a Prader-Willi cunapom. Ilpu 12 or TsX auarmosara € moTBbpJeHa U IEHETHYHO.
IIpencTon yTOYHSIBAaHE W HA OCTAHAJIMTE MAIMEHTH. BCHuky Te ca ¢ U3pa3eHo HaJHOPMEHO
TErna0 M HamajieHa ckopocT Ha pacrex. Jledenue ¢ GH Bede ce mpunara B peuua CTpaHy ¢
106bp edekr. JlekapuTe B OTAENCHHETO CHIIO MMAT OIMT C TOBA JICYCHHE- TE MPOBEKAAT
TepanusaTa Ha 43 geua cbe cuHapoma Ha TbpHBp U Apyrd GopMH HA ACPUIMT HA PACTEKEH
XOPMOH.

Tunuesa, P., JI. Apjpkuena, M. Croepa.- HamusaTr onut B JieueHHeTo Ha CHHApoMa Ha Prader-
Willi ¢ pekoMOHHAHTEH YOBEIIKH pacTexeH xopMoH. [lequarpus, Tom XLIX, 2009,
cymiemenrt 1, 24-27




