NHOOPMAILIUA 3A:

HanMeHnoBanue Ha 3a00/11BaHETO

Bponen nedunut Ha daxrop XII

Cunonumu:
Jedbunut Ha pubpun-crabrmsupai GaxTop

Onpenesienne Ha 3200JIIBAHETO

Bponenus nepunur Ha daktop XIII e HacaeaCTBEHO HapyIIEHUE HA KPHBOChCUPBAHETO,
KOHMTO Ce XapakTepu3upa ¢ HaMaJeH! HUBa U akTUBHOCT Ha (axTop XIIT (D XIII).
Koarynarmuonuus ®XIII nupkysrpa B miasmara Kkato Terpamepra mojekyia (OXII-A;By),
ChCTaBeHA OT JIBE MOTeHIIMaIHO akTUBHU A cyoenuuuim (OXII-A) u nBe B cybenuuuiim
(OXIII-B). Bponenus nepurur na GXIII ce npeacraBs KIMHHYHO ¢ XEMOpParuyHa auaTes3a u
YeCTO Ce€ acOoIMUpa ChC CIIOHTAHHH a0OPTHU U JIeeKTHO 3apacTBaHe Ha paHu. lepuuutst HA
OXIII e eauH OT HAU-PAIKO CPEIIAHUTE KOAryJoNaTUH, KaTo pa3IpOCTPAHEHUETO Ha
XOMO3UroTHUTE (hopmu ce omensnBa npudausutentHo 1/2000000. U aBara mosa ca 3acerHatu
enHakBo. Bponenus nepunut na G@XIII Moke 1a ce mposiBU BbB BCSIKA Bb3PacT, KaTo
JIMarHo3aTa 4YecTo ce I0CTaBs B PaHHOTO J1eTCTBO. KbpBeHe cies npeps3BaHe Ha ITbIIHATa
BpBB ce cpema B 80% oT nmauuentute. pyru oduyaitHu nposiBu ca BbTpeuepeneH
kpbBou3IKB (25-30%), MEKOThKAaHHO KbPBEHE, JICCHA MOsBA HA CHHUHHU, XeMapTpo3u (20%) u
MOBTAPALIH CE€ CIIOHTaHHU abopTH. B moBevero ciyyau, KpbBOU3IUBUTE HACTHIIBAT KbCHO
(12-36 4) cien TpaBma uim omepanus. [Ipumgodutu Gpopmu Ha 3a00IBAHETO MOXKE Ja Ce
CpelHaT Mpu YepHOpOOHA HEJOCTAThUHOCT, BB3MATUTENIHN 3200 IsIBaHUs HA YepBaTa u
MuenonaHa Jeskemus. Bpogenus gepunut na G@XII 060MKHOBEHO Ce MPUUMHSBA OT MyTalluu
B F13A1 ren (6p24.2-P23), koaupalll KaTaIuTHYHATA CyOeAMHUIIA A, HO Ca OTKPUTH MyTallid
u B F13B ren (1q31-q32.1), kogupam cyoenunauna B. [IpenaBaneTo e aBTO30MHO-PEIIECHBHO
KaTo MAallMeHTUTE C TeXKa KIMHUYHA U3sIBAa UMAT XOMO3UTOTHHU HIIM KOMIayH/
xerepo3urotHu mytarun. Jedunutst Ha OXIII-A ce pa3aens va Tum | (konndyecTBeH
nedext) u tun Il (kauecTBeH aedeKT), KONTO Ma HOPMaJTHA MK OJIM3Ka 10 HOpMaTHATa
KOHIEHTpalus Ha QyHKIMOHAIHO AedekTHa cydenununa A. KilmHnYHUTE CUMOITOMH ca MO0-
neku npu Mmytanuu BB F13B ren. J[uarHosara ce 6a3upa Ha KOIMYECTBEH aHAJHN3 32
n3MepBaHe Ha akTuBHOCTTA U aHTUTeHa HAa DXIII. ObuyaiinuTe uscnenBaHus B
XEMOCTa3UOJIOTHSITAa KAaTO aKTUBUPAHO MapIMaIHO TpoMOoruiacTuHoBo BpeMme (aPTT) u
nporpomOuHOBO Bpeme (PT) ca HopManmHu U HE MoraT Ja ce U3MOoJI3BaT 3a CKpUHUHT. Moxke
Jla ce U3MO0JI3Ba TeCTa 3a Pa3TBOPUMOCT Ha KPBBEH ChCUPEK (TpomOa € cTabuiIeH B
pobJkeHue Ha noeue oT 24 yaca npu nedpuuut Ha OXIII). MonexkynspHuTe TeCTOBE ca Ha
pas3moyiokeHne, HO He ca HeoOX0AUMU 3a AuarHo3ata. /{udepeHnnanHaTa Tuarnosa BKIIOUBA
IJIaBHO JIPYTUTE BPOACHU JePUIIUTH Ha KpbBOChcUpBaHe: pudpuHoreH, gpaxropu 11, V, VII,
X, XI, VIII, IX. lopogoBara 1uarHoCcTHKa € Bb3MOXKHA, aKO TIPEIH TOBA MPUIMHHUTE
MyTaIuu ca OWiIv UAeHTU(DUIIMPAHU B CEMEUCTBOTO. JIeUeHHEeTo ce MPOBEk/1a C KOHIIEHTPaTH
Ha OXIII unu npsicHo 3ampa3zeHa mia3Ma (KoraTo He ca HaJTUYHU KOHIEHTPATH Ha

@®XIII). IpodunaktuuHo nedenue ¢ koHuenTpar Ha O X1 ce npenopbuBa ¢ 1en
MpeIOTBPATsABAaHE HA TIOBTAPSIIH ce KpbBousiuBH, ocooeno B [IHC. BrTpeuepennure
KPBBOM3JIMBY MOrar Jja ObJaT OMAacHU 3a KUBOTA, HO MPOTHO3aTa € OJIaronpusaTHa ako €
OCHUT'YPEHO aJIeKBaTHO JICYCHHE.
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Yerupuuugpen koa Ha 3a60asBaHeT0 10 MKbB-10 (ako TakbB € HAJINYEH)

ICD-10 code: D68.2

Kox Ha 3a60asBanero no Orpha code

Orpha code: 331

EnuaeMuoI0ruyHm JaHHM 3a 3200/15IBAHETO B Penyﬁ.lmlca B'b.]'[l"apﬂﬂ

Bpost Ha narmentute ¢ geduut Ha DXIII e 6.
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EnujieMuo10ornuiu 1aHHuU 3a 3a00/siBaHeT0 B EBponeiickusi cb1o3

[Tpu6mm3uTenna yecrora 1 Ha 2 000 000 Hacenenue.
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Onenka Ha CHOTBETCTBHETO Ha 3a00JisiBaHeTO ¢ JepuHHIUATA 32 pSAAKO 3a00/isiBaHe
cbriacHo § 1, 1. 42 oT AONBJIHUTEIHHTE pa3nopendu Ha 3aKoHa 3a 31paBeTo

3a00sBaHETO CHOTBETCTBA ¢ JeUHHIMATA 3a PAAKO 3a0oyisiBaHe chriacHo §1, T.42 ot
JOMBIHUTETTHUTE pa3nopeadu Ha 3aKoHa 3a 3[IPaBETo.

Kputepun 3a imarsocrunupase Ha 3a00/1BaHeTO

Xonmapka Ha nepunura Ha @XII| ca HOpMaTHUTE CTOHHOCTH HA PYTUHHO
npunaranute koaryiauonau tectose (aPTT, PT, TT, ¢puOpuHoreH, Bpeme Ha KbpBEHE U
TPOMOOLIUTEH OPOii) IPH MAIIMEHT ChC CKIOHHOCT 32 a0HOPMHO KbPBEHE.
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AJITOPUTMH 32 THATHOCTHIMPAHE HA 3200JIIBAHETO

IIpenoprku Ha ISTH:
1. IIspBOHaYalleH CKPUHHHT, U3MOJI3BAKU KOIMYECTBEH (DYHKIIMOHANIEH aHATU3 3a
axktuBHOCT Ha DXIII




2. Ilpu mo3uTHMBHpaHEe HA CKPUHUpAIIMS TECT C€ MPOABKaBa C HM3MEpBaHE Ha
mra3zmenus antured Ha O XI11-AzB..
- ako ®XI11-A;B; anturen e namanen: uzmepsa ce OXI-A u OXIII-B aaTuren
- ako OXIII-A,B; anturen e Hopmanen: npemanoinara ce aedpumur Ha OXII-A
tun Il wmm ce OTXBBpaAT HeyTpanmsupamu aHtutena cpemy DXII-A,
M3II0JI3BAMKM TEXHUKHUTE HAa CMECBaHE
3. JIOmbIHUTETHM U3CIEABAHUS: OIICHKAa Ha (UOPUHOOPA3yBaHETO U MOJICKYJISIPHO-
FCHETUYHH TECTOBE.
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AJITOPUTMH 32 JieyeHHe Ha 3200/19BaHEeTO

1. TIpenopwuBa ce nbarocpouna npoduiaaktika ¢ kKonnenrpar Ha @XIII BB Bcuuku
cinydau Ha aedunut Ha OXIII ¢ nepconanna nin GpamuiiHa aHaMHe3a 3a KbPBEHE U
npu Te3u ¢ aktuBHOCT Ha tiazmMed O X1 <0.1 1U/ml. Ipodunakrukara TpsiOBa aa
3anoyne ¢ koHeHTrpat Ha OXII1 20-40 IU/kg na Bceku 28 qHu, aganTupaHa aa
noabpoka aktiuBHOCT HAa DXIIT 0.1-0.2 1U/m.

2. Ilpu nmanuentu ¢ nepunut Ha GXIII-A, kouto He ca moxy4yaBanu MIa3MeHN
MPOIYKTH, Ja c€ 00CHIM U MPEAoveTe MpoBexaanero Ha npodunakruka ¢ rEXIII.

3. Ilpu nexu KPHBOU3IMBH WM MaJIKa XUPYPIHs 1a c€ 00CHXKa MPUIaraHeTo Ha
tranexamic acid 15-20 mg/kg wiu 1 g 4eTupu IbTH THEBHO.

4. Tlpu roneMu KpbBOM3IIKMBU WJIH TOJISIMa OTIEepallys J1a ce 00ChIU MpUaraHeTo Ha
JIONBIHUTENTHH KonmuecTBa KoHIeHTpaT Ha O XIII 10-40 1U/Kg B 3aBuCHMOCT OT
MHTEpBaJIa Clie]] MOCIeIHOTO TPOMUIAKTUIHO MPUIOKEHHE U TeKECTTa Ha
KPBHBOM3JIHBA.

5. IlpemnopbuBa ce xeHnuTe Ha mpodrrakTuka ¢ konueHtpat Ha O XIII ga ce HabmromaBar
BHHUMATEITHO TIPe3 BpeMe Ha OPEMEHHOCT M MPOQHIAKTHKATA JIa CE YBEJIMYHU C YeCTOTa
Ha Bceku 14-21 nuu 3a noaabprkane aktuBHOCT HAa OXIII > 0.2 [U/ml. [Ipu paxnane
J1a ce IOMUCIIH 32 JIOIBJIHUTEIHN KoimuecTBa kKoHIeHTpaT Ha © X111 10-40 1U/kg
MIPH 3aI0YBAIII0 paXKIaHEe WU MPEAH 11€3apOBO CEYCHHE, B 3aBUCUMOCT OT HHTEpBaia
CJIe]T TTOCJIETHOTO MPOMUIAKTUYHO MPUIIOKEHHE.
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AJITOPUTMH 32 MpocJeasiBaHe HA 3200/11BAHETO

IIpocnensiBaneTo Ha nanueHTUTe ¢ BpozeH Aeuuut Ha O X1 TpsadBa na ce npoBexaa
B CTICIMATM3UPAHH [IEHTPOBE OT UHTEPANCIUILTMHAPEH EKUII C OTUT TPU INArHOCTUKATA U
JICUEHHETO Ha OCHOBHOTO 3a00JIIBaHe M HA HETOBUTE YCIIOKHEHHs. B exunure ca BKIIIOUEHH
XEMaToJIOT, XeIaToJIoT, OPTOIel, (PN3NOTEePaIeBT, FTeHETHK, TICHXOJIOT U COITHalIeH paOOTHHK.
CrienanicTuTe ca aHTaKUPaHU U3ILUIO ¢ AMArHOCTUKATA, JICUEHUETO U MIPOCIIEIIBAHETO Ha
YCII0)KHEHHATA, CBBP3aHH C OCHOBHOTO 3200 IsIBaHE MM MPOBEXIAHO JICUCHHE, U
OCBILECTBSBAT JOII'BJIHUTETHN KOHCYJITALUHU NPH HeoOXoauMocT. [Ipu nurmca Ha yCIOKHEHUS
MAIMEHTUTE TPSIOBa J1a TOCenaBaT EHThpa MOHE BEHBXK TOHIITHO.

AJITOPUTMH 32 pexaduauTanus Ha 3a00/151BAHETO




Karo Bcako xpoHnyHO 3aboisiBaHe ICHMXOJIOrMYHATa MOJKpena W IMOJAKpernara 3a
COILMAJTHA WHTETpaIus ca 3aJbJDKUTCIHU U B MHTEPAUCIUILUIMHAPHAS SKUIl TpsiOBa Ja uma
BKJIIOUEH IICHXOJIOT M couuajeH paboTHuK. Llenta e ma ce moMorHe Ha mamueHTa Ja ce
CIpaBH TIICUXOJOTHYECKM C XPOHUYHATAa OalecT, CBhIBTCTBAIIUTE YCIOXKHEHHUS U
HEe00XO0IMMOCTTa OT HEMIPEKbCHATO 3aMECTUTENIHO JICUEHHE U J]a HAMEPU CHIIM J]a OpraHu3upa
U TOJAbpKa HOPMAJCH XOJ Ha XHUBOT. llogxojsmiara TCHXOJIOTHYECKA IOAKpEna ce
OCHOBaBa He CaMO Ha MOTHUBHPAH U CIIOCOOCH €KUM OT IMCUXOJIOT U KIMHULIUCTH, HO ¥ HYXJa
OT cTabWiHAa OpraHM3allMOHHA CTPYKTYpa, KOSATO Jla MO3BOJIABAa aJeKBaTHAa JOCTaBKa Ha
rpuxka. Heo6xoaumo e npu Bb3MOXKHOCT MTOCTOSIHHU JIEKapH U MCUXOJIOT /1a BOASAT JICYCHHETO
U TOJKperaTa Ha NaleHTa B paMKHUTE€ Ha OpraHu3upaHara 3jpaBHa CTpykrypa. JloOpe
JIEKyBaHUTE MAIIMEHTH MOTAT Ja yNpakKHsSBAT MO-TOJsAMaTa 4acT OT MO3HATUTE mpodecuu u
PSAIKO ce cpeuiar HempeoAOIUMHU TPYJHOCTH IPU U3IBIHEHHE Ha TPYJOBa aHTaKHUPAHOCT.
Oxa3BaHeTo Ha MOMOII 33 MPOPECUOHATHO OPUEHTUPAHE € 33bJDKUTEIHA.

HeoOxoquMu jeilHOocTH 32 mnpodmiakTuka Ha 3a00/5iBaHeTO (AKO TaKuBa ca
NPUJIOKHMMH)

B cemeiicta ¢ nokazan aedunut Ha ®XIIl ce mpenmopruBa KOraTo € Bb3MOXKHO Jia ce
npujarat réHeTU4Hu TECTOBEC, 3a Ja C€ YICCHAT ICHCTUYHHUTC KOHCYJITAallMM H, aKO
CEeMEHCTBOTO eJlae, MpeHaTajlHa TUarHOoCTUKa. ['eHeTHYHaTa KOHCYJTallUsl € KIYBT 3a
OKa3BaHE Ha MTOMOII] Ha XopaTa ¢ BPOJACHH HAPYIICHUS Ha KoaryjaanusaTa, Ha HOCUTEIINTE U Ha
TEXHUTE CEMEWCTBA Jla HampaBaT mo-uH(GopMupaH u300p. [IpeHaranHa nuarHocTuka ce
npeayiara OOMKHOBEHO KOTaTO ¢€ OOMHCIISI MpeKpaTsaBaHe Ha OPEMEHHOCTTa, aKo Ce JOKaxe,
4ye eMOPHUOHBT € 3acernat. Moxe, o0ade, ja ce U3BBPIIH C 1] Ja CE MOATOTBAT POJUTEIUTE
U J1a ce TuaHupa paxaanero. Haif-moOpe e na ce n3barea paxkaane ¢ (opuenc win BakyyM,
aKo 0e0eTo € ¢ J0Ka3aHO HapyIICHUE Ha KOoaryJalusl.

IIpensio:xkenns 3a opraHu3anis HA MeJULMHCKOTO 00CJYKBAHEe HA NAaLMEHTHTe W 3a
(puHaHCMpaHe HA CBOTBETHHTE [EHHOCTH, CbOOpPa3eHH C JeiicTBallaTa B CTpPaHaTa
HOPMAaTHBHA ypenbda

[Tanmenture ¢ nepunut Ha OXIII TpsOBa 3aMbIHKUTENHO A2 OBAAT TUATHOCTULIUPAHH,
JIEKyBaHU ¥ IPOCIEIABAHU B CIELMAIU3NpaHu LieHTpoBe. [IpeaumcrBara Ha LIEHTPOBETE ca
MHOTOOpOMHHU U ca CBbpP3aHM OT €/IHa CTPaHa ¢ Ka4YeCTBOTO Ha MEUIIMHCKO 0OCITyKBaHE U OT
Apyra — ¢ yaoOCTBOTO M KayecTBOTO Ha >KMBOT Ha OOCIIy)KBaHUTE MallUeHTU: 24-dacoBa
TerneoHHA Bpb3Ka U Bb3MOXKHOCT 32 OKa3BaHE Ha JCHOHOIIIHA CIEIIHa ITOMOI; Bb3MOKHOCT
3a IoJlyyaBaHEe Ha KOHCYJTAllMM OT HMHTEPIUCHUIUIMHAPEH €KHUIl ¢ ONUT B o0jacTTa Ha
BPOJICHUTE KOAryJonaThu; Bb3MOKHOCT 3a O€3IJIaTHO MPOBEXKJAaHEe Ha BCUYKHU HEOOXOIUMU
U3CIeBaHUs M KOHCY/ITAllMy; TNIaHUpaHe Ha JUCIIAaHCEPHO MpOociesiBaHe, ChboOpa3siBaliku ce
C Bb3MOXKHOCTHUTE Ha MAIMEHTa; IPOBEXKIaHe Ha KOM(OPTHO €THOIHEBHO JIEYEHHUE B YCIIOBUS
Ha U3BBHOOJHUYEH CTAllMOHAp C MUHUMAJIHO OTCHCTBUE OT YUMIIUILE MU paboTa u JIp.

Wmaliku mnpenBun Oposi Ha NamUMeHTUTE C  Koaryinomatuu B bbearapus u
ChIIECTBYBAlllaTa MEIUILIMHCKA MPAKTUKa U KOMIETEHTHOCT B MOMEHTa, cropea PaboTHara
rpyna no xemo(uiaus B HallaTa cTpaHa € HeoOxoaumo Aa 6baaT paskputi 3 wim 4 Llentspa
32 KOMILUIEKCHO JIeYeHHEe Ha XeMO(UIIIs B YHUBEPCUTETCKUTE OOTHUYHU CTPYKTYypH B Codus,
Bapna, [lnosnuB u Ilnesen. LleHTpoBeTe Morat na M3MBJIHSABAT ISJIOCTHATA JUArHOCTUYHA,
neyebHa U JUCHAHCEpHa JeHHOCT mo chuiecTByBamuTe B MomeHTa KIT Ne253, KIIp NeS5 u
KIIpNe6. 3agbmkuTenHa yacT OT MEAMIIMHCKATa M MCUXO-COLMAIHA TPUKA € KOMIUIEKCHUS
MOJIX0/, KOWTO TpsiOBa Ja ObJ€ OCHIIECTBEH OT HHTEPIUCHMIUIMHAPEH E€KHUIl, BKIIIOYBAIL
XEeMaToJIor, XeMnaToJor, opTone, (pu3norepaneBT, FreHETHK, aKyllIep-THHEKOJIOT, CTOMATOJIOT,
NICUXOJIOT, coluaigeH paOoTHuK. Ilopamu ToBa, ye 4YacT OT OOJHMYHUTE 3aBelEeHHUsS ca
CHelMaM3UpaHy 3a JeYeHHEe caMO Ha MAallMeHTH C XeMaTOJOTHYHU 3a00JIsIBAHUS U OCBEH C




XEMaToJIO3M HE pasnoyiaraT ¢ JIpYr'M TECHU CHELMAIMCTH, CHOTBETHUTE HPOQHINPAHU
CKCIICPTU OT MHTCPAUCHUIINIMHAPHUTC CKUIIM MOTaT Ja 6’bl[aT IMPUBJICUCHU YPEC3 NOIOBOPU U
Ja UM ObJie OCUTYpEeHO 3aIlialaHe OT OOJHHUYHOTO 3aBE/IeHHE, B KOETO € Pa3KpUT LIEHTbpa
WJIM 110 JIMHHA Ha HOBA HallMOHAJIHA ITporpamMa 1o pCaKu oosectu. Ha CbIIUsA MMPUHIUIT MOKEC
na ObJe OpraHu3MpaHa M KOHCYJITaTHBHaTa IIOMOII B LIEHTPOBETE, pa3KpUTH B
MHOronpogHuTe OONHHUIM, HE3aBHUCUMO OT TOBAa, Y€ NPOPWIHUTE CHEHHUATHCTH Cca
CIly’)KUTEIIN B CBIIOTO OOJHUYHO 3aBell€HHE, KBJETO € Pa3KpUT M EKCIIEPTHHUS LEHTHP. 3a
¢unancupane ot M3 uinm upe3 HaAIMOHAJHA MporpaMa MOXKe Ja ce 00ChKIa U IeHHOCTTa B
LIEHTPOBETE, CBbP3aHa MOAIbPKAHETO HA eJIEKTPOHHA 0a3a JaHHU M PETUCTHP 3a NAllUEHTHUTE
¢ XeMO(WIHs U IPYTU KOoaryJaonaTHH.
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OnucaHue HA ONMUTA ¢ KOHKPETHH MAIHEHTH ChC CHOTBETHOTO PSAKO 3adoisiBaHe (aKo
HMa TAKbB)

B nentbpa HaMa peructpupanu nanueHtu ¢ aepunut Ha OXIII.




