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Bb3pacTtHu cbc cuHapom lpapep-Bunn

MeanunHcKm rpnxxun: O6Ly, npernep,
MeanunHCKN rpm>xmn: OueHkKa

Opo6peHo oT KNMHNYHMA N HayYeH KOHCYNTaTUBEH CbBET Ha
IPWSO
HoemBpu 2024 .

IPWSO pas3uunTta Ha gapeHus, 3a Aa nogkpens xopata cbC cMHAPOoM lMpagep-Bunv n TexHuTe cemencTea no Lenms CBAT.

3a fa Hay4yuTe noBeye 3a HallaTa paboTa 1 Aa HanpasuTe fapeHue, MO MoCeTeTe Hu Ha WwWw.ipwso.org/donate

WWW.ipwso.org PernctpupaHa kato 6narotBopuTenHa opraHusaumsa B AHIINS 1
Yenc, 6narotBoputenHa opraHmsaums Ne 1182873



http://www.ipwso.org/

International
Prader-Willi Syndrome
Crganisation

% IPWSO

MEOAVMLUWNHCKW T'PUXXKN 3A Bb3PACTHU CbC CUHAPOM HA NMPALEP-BUAJTN
Hacoku 3a nekapu

CnHgpombT Mpagep-Bunu (CMB) e cnoXHO reHeTUYHO 3abonsBaHe C KOMIMJIEKCHWU MPOSABMY,
KOMUTO BKJ/IOYBAT HUCBLK PbCT, 3aTnbCTABaHe, xunepdarvs, MHTeNeKTyanHa Wn30CTaBaHe,
AednumnT Ha pacTexxeH XOPMOH, XUMOroHagM3bM 1 npobnemun ¢ nosegeHmeto. ClNB ce Abmxn
Ha NIMMNCa Ha eKCrnpecns Ha reHeTM4YHaTa MHbopmaums Ha XxpoMmo3omMa 15, npuyMHeHa oT egHa
OT TpUTe reHeTUYHU NpomMeHn (geneuns no BawmHa AMHUA Ha xpomo3oma 15qg11.2-q13,
egHopoanTencka gucomms 15 no ManvmHa NMHUA 1 gedekt B UMMAPUHTMHIA Ha XPOMO30Ma
15). BaxxHO e Aa ce NOTBbPAN KNMHWYHATa AnarHo3a Ha ClB upes reHeTu4Ho nscneasaHe. HK
MeTuUNauNoHeH TeCT MOXe Aa NOTBbPAN AMarHo3aTta B noseye ot 99% ot cnydvauTte. AKo obaye
TeCcTBaHeTO e HanpaBeHO C MO-HeHageXAaHu metoau, Tpsbea Aa ce npenBuan NOBTOPEH
reHeTnyeH aHanus d4pe3 [JHK-meTunauMoHeH TecT, Tbl KaTO HAKOW [OpYrn CbCTOAHUA
KNMHUYHO ce npunokpueaT ¢ CINB. IPWSO moxe ga nomorHe B Te3un cny4dau.

B pe3yntat Ha nopobpeHnTe 3HaHMSA 3a CINB npe3 nocnegHnUTe HAKOMNKO AeceTUneTns, MHOro
Bb3pacTHN Ca 34paBW W MPEXMBABAT A0 CTapWHKW, OCOB6EHO KOraTto ca Ha CTPUKTHO
KOHTPOMIMPaHa AMeTa C OrpaHnUyeH NpuemM Ha Kanopuu 1 CbnNbTCTBaWMTE 3abonsBaHusA ce
npeaoTeBpaTABaT UM aKTUBHO ce fieKyBaT. [eprognyHnuTe MeauUMHCKA npernean u KpbBHU
n3cnegBaHna ca 3aAb/DKUTENHW, KaTo ce npenopbyBaT TakuMBa Aa Ce M3BbPMLBaT MoHe
BeAHDBX rOANLLHO.

Bbnpekn TtoBa, IPWSO npu3sHaBa, ye OOCTbMBT OO 3A4PABHU YCNYrm N Cneumnmannctm Moxe
3HaunTesHO A3 Bapupa no ceeta. To3m JoKyMeHT 0606LaBa OCHOBHUTE 34pPaBHU HYXOW Ha
Bb3pacTHuTe cbe Cl1B.

Han-yectn cuMmnTOMM M CbNbTCTBALLM 3abonsiBaHnS:

e Xunepdarma - HEKOHTPOINPYEMO CUSTHO XKeNaHne 3a XpaHeHe, KoeTo BoAu A0
BMCOKOCTEMNEeHHO 3aTbCTABaHe, ako He Ce orpaHn4aBa, KOHTponupa 1 Habnwgasa
XpaHeHeTo.

e XUNOTOHMA N HaManeHa MYCKY/THa Maca - 4eCTO CbYeTaHU C HUCKO HUBO Ha
dun3nYecka akTMBHOCT, KOETO BOAM 40 HUCKOKANOPUYHM HYxau. ToBa Bvse Ha
MeTabonmM3mMa 1 e OCHOBHA NPUYKMHA 3a CKONMo3a 1 kndosa. TenecHNTe Ma3HWHK ca B
npesec CNpAMO MyCKyfIHaTa Maca, Aopu npun HopmaneH MTM (MHAEKC Ha TenecHa
Maca, Kr/m?).

e TeXXKO 3aTnbCTABaHe - BOAELLO0 0 BNCOK PUCK OT AnabeTt Tun 2, XnepToHus,
AnxaTenHa n CbpAeyHa HeoCTaTbyYHOCT, OBCTPYKTUBHA CbHHA anHes, CUHAPOM Ha
XUNOBEHTUNAUNSA NPU 3aTNbCTABaHe, XunepxonecreposeMusi, BeHo3Ha Tpombo3a n
aHOMaNNM Ha CTaBuUTe.
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XopMoHanHu pepuunT - KaTo XMMNOroHagn3bM, AedrLUNT Ha PacTEXXeH XOPMOH U
LeHTpaneH XMnoTupeongunsom.

FacTponHTecTUHaNHU Npobnemu - pedpaekCbT Ha NOBPbLUAHE e HaMaleH Npu
noseyeTo xopa cbc CMNB nopaan AnchyHKUNS Ha aBTOHOMHATa HepPBHa cucTemMa.
MHOro oT TAX MMaT 3aTPyAHEHWS NPU AbBYEHe 1 NpernbLllaHe, KOeTo BOAM A0 PUCK OT
pebnykc 1 3agaBsiHe. XPOHUYHUST 3aMneK e 4ecT 1 ce NpUYMHSBa oT 3abaBeH YpeBeH
nacax. [oBpbLLAHETO MOXe Aa e NPM3HaK Ha TexXKo 3abonsasaHe.

Cbp6eXk N YecaHe Ha KoXKaTa - 4eCTO CBbP3aHO CbC CTPeC WM JINMNCA Ha 3aeToCT U
HOCW pUCK OT nHbekunn n benesun. HonneHeTo Ha KoXaTa MOXe Aa Aosefe Ao
cepvo3Hu 3abonsBaHUS, ako criegonepaTUBHUTE paHU He ca Aobpe 3aLmTeHn.
BbpkaHe B peKTyMa - 4eCTO CBbP3aHO CbC 3aMekK U KOoraTo e TeXKO MOXe Aa foBefe
[0 peKTanHu 3B, TEXKO KbpBeHe, aHeMus, ductynm n nHekumnu.

NcTtopusa Ha rno6anHo 3abaBsiHe B pa3BUTUNETO, UHTENEKTYallHN Unn obyuntenHu
3aTpyAHEHMSA 1 NOBefeHYeCKN Pa3CTPOICTBa - BapypaLum OT JIeKU A0 TEXKM, YecTo
M3MNCKBALLWM NOAKPENa 3a CpaBsiHe C eXxeHeBneTo.

Mcnxosa n/vnm pascTpoicTea Ha HACTPOEHUNETO - MOraT A4a Bb3HUKHAT HEOYaKBaHO
M Aa N3MCKBAT NCUXMATPUYHA OLeHKa. BHe3anHm n nocTosHHM NpoMeHn B
noBefeHneTo unum 3aryba Ha aneTuT MoraT Aa nokassaTt Gp13nyecko nnm
ncuxumaTpuyHo 3abonsisaHe.

HenoHOCMMOCT KbM CTpecC - BMSie Ha B3aMMOOTHOLLIEHUATa U MOXe Aa AoBeae A0
yornJseHe Ha KoxaTa 1 n3bamum Ha rHss..

OuxaTtenHu npobnemu - cbHHaTa anHes ce Habngasa Yecto n Tpsibea aa ce
OLeH$IBa, Tbil KaTo e CBbp3aHa CbC CbpAeYHO-CbA0BU 3abonsBaHms.

AonbJHUTENTHN cMyulleHunsA:

AHOManuun B peryiiupaHeTo Ha TemMrnepaTtypaTa - NoHAKora npu4nHaBaT
Xnneprepmus, XMnoTepMmna 1 nunca Ha XxmnepTepMunyHa peakumsa opu npu TeXKn
NHbeKUnN.

Bucok npar Ha 6onka - MOXe fa fgosefe 0 NOBULLEH PUCK OT npeHebpereaHe Ha
CMMMNTOMUTE U CbOTBETHaTa UM TexkecT. TpsibBa Aa ce B3emMaT Nof BHMMaHue 1 fa ce
Ha3HayaBaT 0bpa3Hu nscnensaHna (peHtreHorpadus, exorpadus, KT), oopu ako
HabngaBaHUTEe CUMNTOMU He Ca TEXKN.

FacTponapesa n cToMallHa HEKPO3a - B peKN C/lydan MoxXe [a Cce pa3Bue HeKpo3a
Ha cToMaxa (NpbCBaHe) cnea npes>xgaHe U Npuv 3anek N racTpoeHTepuT. bonka n
noBpbLLL@He MoraT Aa nvnceart. lNocTaBsAHETo Ha CTOMaLLHA COHAa MoxXe Aa 6bae
XMBOTOCMNACABALLA, Tbi KATO MOXe [a HAaCTbMNU NPOorpecus KbM pynTypa (MpbCcBaHe)
Ha CTOMaxa U1 [ila ce Ha/oXn CrneLlHa XupypruyHa Hameca.

BHUMaTenHo npocneaeHa veanUuMHCKa UCTopus, C aKUEeHT BbpXy C/l1IeAHOTO:
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B'b3paCTHVITe cbC CIMNB yecto nmar 3aTpyaHEHNA Oa onnlliaT CBOUTE 340paBHUN HYXON U € OT
CbLeCTBEHO 3Ha4YeHMe BHMMATE/IHO Oa ce NnojiydaTtT AdaHHW 3a MeJUUMHCKaTa UCTOPUA OT
CeMencTBoTo unu bonHornegadunTe.

e MeaunkamMmeHTN M [O3M - OLIEHKA 33 JIeKapCTBa, KOUTO Beye He ca Heobxoammu,
neKapcTBeHN B3aMOAENCTBUS U CTPAaHNYHU ePeKTn Ha MeguKaMeHTuTe (Hanpumep
XnnoHaTpmnemms).

e Terno - ocbLUEeCTBSABaHE Ha CEAMUYHN N3MepBaHMs, 0CO6EHO CKOPO HaCTbNNAN
NPOMEHMN.

o XpaHuUTenHa cpefa - 4OCTbMN A0 XpaHa y AOMa 1 Ha paboTa 1 Mmexay TSX, CTerneH Ha
Hag3o0p, ANETUYHU UHTEPBEHLUUN.

e ®du3nyecka aKTUBHOCT UNN yNpPaXKHEHUA - Cb3[aBaHe Ha PYTUHU, KOHKPEeTU3npaHe
Ha onpegeneH 6poi Yacose ceMUYHO

e JMwiaHe - 334yX NPy aKTUBHOCT, 0COH6EHO Mpy HOBOBBb3HMKHA TaKbB

o HapyleHus Ha CbHSA - XbpKaHe, Npu3HaumM Ha anHes, 6e3cbHue, AHEBHA CbHANBOCT

e CromalwHo-4YpeBHU Npobnemu - aucharuns, pednykc, 3anek n N1e4eHneTo My,
H6bpKaHe B pekTyma

e HanunkaBaHe B nNernoTo - N3K/4Ba ce MHPEeKUNa Ha MMKOYHUTE MbTULLA, 0CO6eHO
npv HOBO Ha4aro.

o CeKCyanHoCT, B3aUMOOTHOLLUEHUSA U 06pa3oBaHue - MeHCTPYaHu LKW, CeKCyanHa
aKTUBHOCT, MPOTMBO3a4yaTb4yHU, PUCKOBE OT CEeKCyasieH TOPpMO3

e YonneHe Ha KoOXaTa - MOXe [1a NPUYNHN MHPEKLMN N O3 BKIIOYBA arpecrMBHO XanaHe
Ha HOKTUTE N YCTHUTE

e 3b6HU Npobnemu - ypexgaHe oT pednyKc, CkbpuaHe cbC 3661, NapoOAOHTUT

e HoBOBb3HUKHaNM ppaKTypu - B3eMeTe Mo, BHMMaHMe OLleHKaTa Ha KoCTHaTa
MUHepanHa nnbTHOCT (DEXA), HOBUTe NpoMeHV B Mofenia Ha NOXoAKa U3NCKBAT
PEeHTreHoBM CHUMKM, 3a Aa Ce N3KNI4Yn Gpaktypa.

e YMCTBEHU, EMOLMOHANHU NN NCUXONOTNYECKN CbCTOAHUA

o [osegeH4yecknte npobnemun morat ga 6baaT cepro3Hn, KoraTo NMNncea
eXxeflHeBHaTa CTPYKTypa, NNaHOBETE Ca MPOMEHEeHU AN B APYrn cUTyaumm Ha
HecurypHocTt. Heobxoanmum ca nogkpena v CTPUKTEH AHeBeH rpaduk

o HeobunyarHn HaBMUW - HaNpUMep YyNopuToCT, PUTYaNUCTUYHO NOBeAeHMe,
Npu3HaLUmM Ha ayTu3bMm

o [lcnxnaTpnyHn CMMNTOMU - NCUX03a, Aenpecns, pa3CcTPONCTBA Ha
HacTpoeHneTo. Moxe Aa ce HanoXu NcMxmaTpuyHa oLeHKa 1 neyeHune C
MegukaMeHTU. HUCKuTe 031 aHTUNCUXOTUYHN MeanKaMeHTN OBMKHOBEHO ca
AOCTaTbYHM Y NOMaraT 3a HaMassiBaHe Ha HeXxenaHuTe epekTu.

e MecToXXNBeEeHe - HanpuMep XNBOT Y AJOMa CbC CEMENCTBOTO, B CMECEeHUN UK
cneuvnanunsnpanm 3a lNpagep-Bunuv rpynosu gomose? OueHeTe COLManHOTO U
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NKOHOMUWYECKOTO NONOXeHMe Ha naumeHTa u 3HaHuATa 3a lNMpagep-Bunu Ha
FpYKeLLnTe Ce Hero.

e Pab6oTHa cuTyauus unm gHeBHa nporpama - obpasoBaTeneH NpPuUHOC 1
yOoBneTBOpsABaLLa AeNHOCT?

dusnyeckun nperneq (exxeroaeH):

e PbCT, TErNO U NHAEKC Ha TenecHa maca (MTM, kr/m?)

 KpbBHO HansiraHe, nync, npecnywBaHe Ha CbpLeTo 1 6ennsa Apob6 - xnnepToHNA?
CbpaeyHa HegoCTaTbYyHOCT? ApnUTMnNG?

e OTOK Ha KpaKaTa- HaTpynBaHe Ha TeYHOCT nnun numdada, nnn BcrieacTemne Ha
3aT1bCTABaHe? HaTpynBaHETO Ha TEYHOCT (3aBMCUM OTOK) Ce JieKyBa C ANYPETULM U
KOMMNpecnoHHM Yopann. CaMmo KOMMPeCUOHHUTe Yyopanu ca epeKTUBHU 3a NeveHne Ha
nmmdenem, a U3MepBaHETO Ha pa3Mepa Ha YopanunTe ce N3BbpLLBA Hal-Beye OT
obyyeH eproTepanesT. OTcnabBaHeTo Npu 3aTNbCTABaHE NoMara 3a HaMasnsiBaHe Ha
oTouuTe Ha KpakarTa.

o T[pernen Ha Kopema- 3anek? Xxonenntnasa? ObmMmucneTte ga ce N3BbpPLUN peKTaneH
npernen n KOPeMHU PeHTreHOBM CHUMKIN NPU TeXKO NnojyBaHe Ha KopeMa.

o [posepka Ha rbp6a u cTaBuUTe - CKONMO3a, KNPO3a, aHOMaNUN B CTaBuUTe?

o Koxa - A3B1? NHdpekumn?

¢ [o3numna Ha KpaKaTa 1 cTbNanaTta - TEXXKO NJOCKOCTbNME? HY>KHW N ca cneumanHu
obyBKu/cTenku 3a 06yBKun?

e  MBXXKWU reHUTanum - KpUNTopxmsbMm? NomucneTe 3a nperneq ot yposnor. MNouyHa
NHPEKUMA Nnopagm noLla XurneHa n 3aTNbCTABaHe e Bb3MOXHa.

KpbBHM uU3cneaBaHuA (roauLLIHO):

e XemMornobuH n 6pon KPpbBHU KNeTK

e Na+, K+, KpeaTUHWH, 4epHOAPOOHM eH3UMU

e JlunungeH npodwun Ha rnagHo

e [NUKMpaH xeMornobumH 1 KpbBHA 3axap Ha rnagHo

e ButamuH D, Kanuun

e W3cnegBaHe Ha yHKUMATA Ha WwWmMToBMAHATA xe3a (TSH, ceoboneH Ts, cBoboaeH Ta)

e [lpodun Ha nonosuTe XopMoHu (LH, FSH, ecTporeH npu XeHuTe 1 TeCTOCTEPOH Ha
rMagHo rnpu MbxeTe)

o IGF-1:3a nauneHTn, NekKyBaHW C pacTeXxeH XOPMOH, Aa ce NoTBbpAM Ao3aTa U
CMa3BaHeTo Ha pexuma.

Apyrv npenopbKu:

e OdTanmonormnyeH npernep - Ha BCekn 2 40 3 rOANHM
e 3b6eH npernep v XUrneHa - 4Ba NbTN rogMLLIHO UM NO-4YeCTOo, ako e HeobxoauMmo.
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OueHKa Ha cnyxa - Npy NauneHTn CbC C/1abo HMBO Ha FOBOP MK Ha Bb3pacT Hag 50
roavHn

Mcnxmnyecko CbCTosiHME - AKO e HacTbMNWIa BHe3anHa U NOCTOSAHHA NPOMSIHA B
NCUXNYECKOTO CbCTOSAHME UIN NMOBEAEHME, OLIEHETE 3a Hannyme Ha Heobu4amHm
NCUXVNYHUW BAPBAHUSA NN MPEXNBSABAHNSA, NOACKA3BALLM 3@ HAYaN0 HA MCUXUYHO
3abonsBaHe.

Exokappaunorpadus - Ha Bcekn 2 40 3 roanHKn, 0Co6eHo npu 3aTbCTABaHe

YyacTve B HALMOHANHU Nporpamu 3a nNpeBeHuus 3a 3abonsBaHuA.

AKO e Bb3MOXXHO, ce npenop»4Ba U CNIegHOTO:

EHAOKPUHONOT - 33 OLEHKAa Ha XxunoTtasnamMHaTa unm xmnodusHata GyHKUUS U pUCKa OT
Anaber. NpenopbyBa ce fNeveHne € pacTeXxeH XOPMOH 1 MOSI0BU XOPMOHM NMpu nunca
Ha MPOTMBOMOKa3aHuS.

MeAVLIMHCKN FreHeTUK - 3a fa NOTBbPAN HY)KAaTa OT reHeTUYHO TeCcTBaHe 1 Aa
npefocTaBn reHeTUYHa KOHCYNTaumsa Ha poauTenu N YieHoBe Ha CEMECTBOTO.
OveTtonor (unn eKBUBaneHTa My) - fja rapaHTnpa nos3HaBaHe Ha U3NCKBAHUATA Npu
CrB.

dusnoTepanus - 3a OLleHKa Ha CTaBW, MYCKYy/IN 1 NPenopbKu 3a ABUraTenHara
OeNHOCT, KaKTO 1 KaTo Aa Ha3Ha4yuMuMNOMOLLHM CpeacTBa 3a CnpaBsHe C OTOUMW.

DEXA (ocTeoaeHCMTOMETPMSA) - 33 Aa OLEHN MUHEepanHaTa NNbTHOCT Ha KOCTUTE U
TefieceH CbCTab.

BbuoeneKkTpuyeckn nMmnegaHc - 3a U3MepBaHNA Ha TefleCeH CbCTas.

PeHTreHOBU CHUMKM Ha rpb6HaK B NpaBu MOJIOXKEHME - 332 XOpa CbC CKONO03a
n/nnn kndosa, HabnaeHNeTo Ha Pa3BUTUETO Ha CbCTOSHNETO CbLLO MOXe Aa
pa3Kpure TeXbK 3anex.

N3cnepBaHns Ha CbHA - aKO Ce NoJo3Mpa CbHHA anHes UNu Korato e Hanuue AHeBHa
CbHINBOCT

YHI cneumanuct - npy NnpeKkoMepHO XbpKaHe

Jloronep/xpaHuTeneH TepanesT - 3a OLEHKa 1 yrnpaBneHne Ha yHKUMATa Ha
npernbLaHeTo, ako MMa 3HauYnTeneH puck ot gucdarus.

MNoBeye MHPOPMaLMS MOXe A3 Ce HamMepu Ha yebcanTa Ha MexayHapoaHaTa opraHm3aums 3a
cuHapom lMpagep-Bunu (IPWSO), konTo BrIo4Ba MHGopMaumsa 3a opraHnsaumm 3a nogkpena
Ha cemencTBa B Hag 100 gbpxkasu: http://www.ipwso.org

CbBeTu Npu OCTPU CUTYyaLMN: 3a 34PaBHU CNeUnanncTn n ceMencTea:
https://ipwso.org/information-for-medical-professionals/important-medical-facts/
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N3TOuHMK Ha noapobHa nHPopmaums 3a cuHApoMm MNpagep-Bunm B HTEpHET MOXe Aa ce
Hamepu B GeneReviews: https://www.ncbi.nlm.nih.gov/books/NBK1330/

WWW.ipwso.org PernctpupaHa kato 6narotsopuTesniHa opraHvusaums B AHrAns n Yenc,
6naroTBopuTenHa opraHmnsaums Ne 1182873



http://www.ipwso.org/
https://www.ncbi.nlm.nih.gov/books/NBK1330/

