NHOOPMALIUA 3A:

HaunMeHnoBanue Ha 3a00/11BaHETO

HacnencrBena xunoramarnoOynunemus - CBbp3aHa ¢ X-XpoMo30oMaTa aramaryioOyJInHeMHs
(bpyron)

Onpenesienne Ha 3200J11BAHETO

X cBbp3anara aramarnoOynmuHemus (XLA) ce oTHacs KbM rpyrnara Ha XyMOPAIHUTE UMYHHH
nedunutu. [lamuent ¢ ToBa 3a00ABaHe € OMKMCcaH 3a IbpPBU BT mpe3 1952 roa. ot a-p Ogden
C. Bruton. BriociieicTBre € YyCTaHOBEHO, Y€ CE /DKM Ha pa3nuyHu MyTtanuu B btk rena Ha X
xpomo3zomara (X(q21.3-022) - MHUCCEHC MyTallii, HOHCEHC MYTalluH, JEJIeIUNd U WHCEPIHUH,
KOAMpaIl IIUTOIUIa3MEHa TUPO3UH MPOTEeHH KuHa3a. ToBa e cnenuduyueH eH3uM HeoO0XOauM
3a 3peeHero u nudpepeHnmanusatTa Ha B numdornutute oT mpe-B cramuit B 3penu B
mumbonutu. B pesynTtar Ha ToBa B epudepHaTa KpbB HE ce OTKpUBaT 3penu B mumdonury,
yCTaHOBSIBA CE U JIUIICA HA MJIA3MAaTUYHU KJIETKH B KOCTHUSA MO3bK U BTOPUYHHUTE JTUMGPOUTHU
opranu. ToBa BoIM 70 JHIICa HA CEPYMHH MUMYHOTJIOOYJIMHH OT BCHYKH M30THIIOBE WIIH CE
yCTaHOBSIBAT CaMO CJeAu OT TsX. EcTecTBeHM aHTUTENa KaTo KpPBBHOTPYIIOBUTE
M30XEMarJyTHHUHU He ce OTKpuBaT. VIMyHHM3anumuTe HE MPEIM3BHKBAT HOpMaJleH MMYHEH
otroBop. T-nmumdoruTuTe ca B peepeHTHU TPAHUIIN WU TTOBUIIICHH.

Kmmanuno X cBbp3aHaTa araMariaoOyJIMHEMHs POTHYA C TIOBHUIIICHA YECTOTa HA WH(EKIUH,
3amoyBaiiyd OOMKHOBEHO clieli 6 MeceuHa BbB3PacT, KOraro ce HalirofaBa M34YEplBaHE Ha
TpaHCIUTALEHTAPHO MPEMUHAIUTE MAalluMHU UMYHOTrT0OyrHNA. MHeKuuTe ce mpuunHsBaT
OT MHOTeHHH OakTepuu (CTPENTOKOKH, XeMO(HIYC, MHUKOIUIa3Ma M CTaQHUIOKOKH) H Ce
MOBIIMSIBAT TPYAHO OT AHTUOMOTHYHO JedeHHeTo. MH]eKkuuuTe npenu3BUKaHW OT TE3H
MHKpPOOPTaHU3MH 3acsaraT MpeAuMHO auxarenHara cucrtema. Campylobacter jejuni moxe ma
ObJie MpPUUYMHA 3a TMOsBa HA TAaCTPOMHTECTUHAIHHM HapyIICHUsS, KaKTO W 3a Pa3BUTHETO Ha
KOXKHH JIe3ud (epH3HIeIonof00HH), MEPUKAPAUTH U PEKYPEHTHH (EOPUITUHU ChCTOSHHS.
JIpyr YecT MpUYMHHUTEN 3acsrai] ractpoumHTecTuHaiaHus TpakTt ¢ Giardia lamblia. Hskoii
aTUMWYHU TpuuuHUTeH, kaTo Ureaplasma urealyticum morar na NpUYHHST pa3BUTHE Ha
CTaBHa CHMITOMAaTHKa WJIM Ja 3acerHaT YpOTeHHUTAHAaTa CHUCTeMa. BbIpeku
peuuauBUpaIiuTe MHPEKIMH He ce HaOMoJaBaT TOH3WIM, YBEJIWYEHH JIUM(HU BB3IM U
cruieHoMeranust. BupycHure nHpeKuyn 0OMKHOBEHO MPOTHYAT HOPMAHO, HO HSKOW OOJHHU
pa3BuBaT Texkun ECHO-BupycHM uHbexuun — eHuedanuTH, apTputd u japyru. Kato
YCIIO)KHEHHE Ha XPOHWYHEH CpPEACH OTUT W/WIM MEHHHTOCHIe(aTUT MOXKE Ja BH3HUKHE
BTOpHUYHA 3aryba Ha ciayxa. Yecto ce HaOsto1aBa U 3aKbCHEHHE B pa3BUTHETO Ha peura. [lpu
gacT OT OOJNIHUTE OCBeH MyTaiuu B btk reHa ce HaGmomaBaT Myranuu u B cheeaaus TIMMSA
T'eH NPEeU3BUKBAIIN CEH30PHO-HEBPOJIOTHYHA MaHUDecTalus.

[Tpu mamumentuTe ¢ X CBbp3aHaTa araMariioOyJWHEMHs CPEICTBO Ha M300p 3a Tepamus e
NpUJIaraHeTO Ha HWHTPABEHO3E€H WM CYOKyTaHeH YOBEIIKM HMyHarnoOynuH. Jlo3ata u
9yecToTaTa Ha TMPHJIOKEHHWE Ce aJalTHpaT WHAWBHUIYAIHO, KaTO Ce IEeNW IMOAIbpKaHe Ha
cepyMHO HUBO Ha Url" >6 rp./n. [Ipu nanueHTy ¢ BUpyCHU MEHUHTOCHIIe(hanuTu ce mpuiarar
MO-BUCOKH JIO3W U TaM Ce IIeJIN MOTbpKaHe Ha cepyMHO HUBO Haxa 10rp/m.

VYcnoxxHeHusiTa ce JIeKyBaT CbhC CHOTBETHHM AHTHOAKTEpUAIHM W aHTH(QYHTHAIHU
MeIMKaMeHTH. B mpeqxiIMHnYHa ekcriepuMeHTaltHa (a3a € TeHHa Tepanus upe3 TpaHchep Ha
HOpMaJlHUSI T€H B KynaTHBHpaHu B-xnetku. BvB dammmmum ¢ GomHo ¢ X cBBp3aHa
aramMarjoOyJIMHEMHUs MOMYE C€ TPOBEKIAa TCHETHYHA KOHCYITAllMsi W W3TOTBSHE Ha
POJIOCIOBHO JbPBO.

Yerupunudpen koa Ha 3a60asBaHeTo 10 MKbB-10 (ako TakbB € HaJIu4eH)
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Kox Ha 3a60asBanero no Orpha code

ORPHAA47

EnuaeMuoI0ruyHn JaHHH 34 3200/11BAHETO B Penyﬁ.lmlca B"b.]'ll"aplflﬂ

IIpez 2006 rox. B YMBAJI “AnekcanapoBcka” € Cb3JaJeH OBITapCKH PETHCThp Ha
MAIUEHTUTE C IbPBUYHU UMYHHH Jedunutd. B MoMeHTa oOIMAT Opoil HA PErHCTPUPAHUTE
nanueHTH HaOposBa 164 dYoBeka, KaTO YeTHpUMa OT TAX ca C JAuarHo3a X CBbp3aHa
aramarsiooymuaemus (1: 1 750 000). YUecrorata Ha 3a001siBAHETO B CBETOBEH Marad ¢ 1:250
000. 3a bobarapus HsAMa TOYHM JAHHU, HO YECTOTaTa B CBETOBEH Mamad mpejrnosara
3HAYUTENICH OpOil HEQMArHOCTHUIIMPAHW CIyd4ail, KaTo O4YakBaHUs Opoil OOJNIHM 3a Hamiara
cTpaHa e okono 28 momuerta. [IpexxuBsiemocTTa ce ompenens OT BHJIAa Ha MyTaluATa U
aJICKBATHOCTTA Ha TPUJIOKEHaTa Tepamus. Bojera nmpuymHa 3a CMBPT € CHTEPOBHPYCHHUS
MeHuHroeHedanmur. Jlpyru NpUYMHU 3a CMBPT MOrar jga ObJaT XPOHUYHO OenoapoOHO
3a00JiIBaHe, aMIIIONI03a, CENTHICMHs B XoJa Ha HeoBiansHa wuHpekmus u |IBD
(inflammatory bowel disease).

B T.4. HayYHu mny0JMKAIMH OT TMOCJHeIHUTe NeT TOAHUHH H NPUJI0KEHA
oudamorpadcka cnpaBka

EnuaeMuo0ruyHmn JaHHM 3a 3200/11BAHETO B EBpOHeﬁCKHH CbH103

YecroTara Ha 3abonsBaHeTo B cBeToBeH Mamiad e 1:250 000. bonexyBar camMo MHAMBHUAN OT
MBXKKH 110J1. KITMHUYHUTE TPOSIBYU CE€ U3SIBABAT OOMKHOBEHO B pAMKHUTE Ha IIbpBaTa TOJUHA OT
xuBoTa. [IpexuBsiemMocTTa ce ompeaens OT BHJAa HAa MyTalusATa U aJIeKBaTHOCTTa Ha
npusioKeHara Tepanusi. Boaema nmpudnHa 3a CMBPT € €HTEPOBUPYCHUS MEHUHTOEHIIe(DaIUT.
Jlpyru mpu4uHH 32 CMBPT MOTaT Ja ObJIaT XPOHUYHO OenoApoOHO 3a0o0sgBaHe, aMUIIOU103a,
CenTuIeMust B Xoa Ha HeoOmaasaHa nndeknus u IBD (inflammatory bowel disease).

B T.4u. HayyHM nNy0JMKAUMM OT MOCJEeJHUTE TMeT TFOAMHH W NPUIOKEeHA
oudamorpadcka cnpaBka

Onenka Ha CbOTBETCTBHETO HA 3200/1BaHeTO ¢ JeUHULIMATA 32 PAAKO 3200/151BaHe
cbriacHo § 1, 1. 42 o1 1ONBJIHUTEIHUTE pa3nopedu Ha 3aKoHa 3a 31paBeTo

3a0onsgBaHETO CHOTBETCTBA Ha JaJieHaTa B 3aKOoHAa 3a 37paBeTo JAePUHHUIIUS 3a PAIKO
3a0o0sBaHe, a UMEHHO pasnpocTtpanerue moa 5:10 000 mymm cpen HaceneHueto Ha EC,
BKJIFOYUTENHO U B bbarapus.

Kputepun 3a imarsocrunupase Ha 3a00/1BaHeTO

Jlnaraosata Moxe fa Ob/e 1e(UHUTHBHA, BEPOsITHA U BE3MOXKHA CIIOPE TUAarHOCTUYHUTE
kputepun Ha ESID

Kpurepuu 3a neuHUTHBHA qHarHo3a

Mowmue ¢ <2%CD19+ B kieTku ¥ TTOHE MH OT CICAHUTE KPUTSPUH:

Myrarus B btk rena

JlunicBama Btk mRNA npu northern blot ananu3 Ha HeOTPO(UIM UM MOHOLIUTH.

Jlunica Ha Btk mpoTenH B MOHOITUTH WJIM TPOMOOIIUTH
damMuirHa 00peMEHEHOCT — OpaToOBYE, YMYO WM TUIEMEHHK 110 MAWYHHA JIMHUS C
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<2%CD19+ B xnerku

Kputepuu 3a BeposiTHa quar{osa
Mowmue ¢ <2%CD19+ B ki1eTku 1 U3MBbJIHEHW BCUUKH OT CJICTHUTE KPUTCPUU:

1. PeumamBupammy OakTepraaHyd HHOEKIUH B ITbPBUTE MET TOAWHH OT )KUBOTA.

2. Cepymno nuBo Ha Url',MUrM u UrA nox 2 SD ot HOpMaiHHUTE CTOMHOCTH 32
ChOTBETHATA BH3PACT.

3. JlumcBany n30XeMariayTHHHHU W/WITH JTUTICBAILL IIOCTBAKCUHAIEH aHTUTEJIEH OTTOBOP

4. W3kmrouBaHe Ha BCHYKU OCTAHAIIM MPUYMHU 32 XUIIOTAMarjao0yInHEMusI.

KpI/ITCpI/II/I 3a Bb3MOXXHA JUardo3a

Mowmue ¢ <2%CD19+ B kiieTku, mpu KOETO ca W3KIIOYSHN BCUYKHA OCTAHAIM MIPUYNHH 32
XHIIOTaMarjao0yJIMHEMUs ¥ TIOHE €MH OT CIIEHUTE KPUTEPUU

1. PeumamBupamy OakTepraaHd HHOEKIUH B ITbPBUTE MET TOAWHH OT )KUBOTA.

2. Cepymno nuBo Ha Url,MUrM u UrA nox 2 SD ot HOpMaiHHTE CTOMHOCTH 32
ChOTBETHATA BH3PACT.

3. JlurcBamm n30XeMariyTHHHHA

X cBbp3aHaTa XMIOraMarjoOyJIMHEMHUsS ce OTHAcs KbM Ipylara Ha XyMOPAJIHHUTE MUMYHHHU
nedunuru. Ibmku ce Ha pasnuunu myrtaiuu B btk rena ma X xpomosomara (Xg21.3-922),
KOAMpaAlll LIUTOIUIa3MEHa TUPO3UH NPOTEHH KuHa3a. ToBa e cnenuduueH eH3uM HeoO0X0auM
3a 3peeHero u nudpepeHnmanusaTa Ha B numdonutute ot mpe-B cranuit B 3penu B
mumdonuTy. B pesynrtar Ha ToBa B nepudepHara KpbB He ce OTKpUBAT 3penu B nmumdonnty,
YCTaHOBSIBA C€ M JIUTICA HA IJIa3MaTHYHH KJIETKH B KOCTHHSI MO3BK M BTOPUYHUTE TUMQPOUTHA
opranu. ToBa BoJIM 70 JUICAa HA CEPYMHHU MUMYHOITIOOYJIMHHM OT BCUUKHM M30THIIOBE WM C€
YCTAaHOBSIBAT CamMO CJeAu OT TiAX. ECTECTBEHM aHTUTeNa Karo KpPBBHOTPYIIOBUTE
M30XEMarjJyTHHUHU He ce OTKpuBaT. MIMyHM3aluuuTe HE MPEIU3BUKBAT HOPMAaJeH MMYHEH
otroBop. T-mum¢ponuTuTe ca B peepeHTHN TPAHHUIIH WIH TTOBUIICHH.

Knuanuno X cBbp3aHaTa XMIoramarjioOyJIMHEMHs MpOTHYa C TOBUIIEHA YeCcToTa Ha
MH(EKIUA 3amoyBamyd OOWMKHOBEHO cjexa 6 MeceuyHa BB3pacT, Korato ce HabiroaaBa
M34YeprBaHe Ha TPAHCIUIALEHTAPHO MPEMHHAINTE MailunHU UMyHOrnoOynuHu. Hbekuure
Ce MNpPUYMHSABAT OT MHOTeHHH OakTepuu (CTPENTOKOKH, XeMOQHUIyC, MHUKOILIa3Ma |
cTaUIOKOKHK), TOBIHSBAIIK C€ TPYAHO OT AaHTHOMOTHYHO JiedyeHHero. WHpekuunre
MPEeIU3BUKaHU OT TE3W MHKPOOPTaHM3MH 3acsAraT MPEeIuMHO JUXaTellHaTa CHCTEeMa.
Campylobacter jejuni Moxe fa Ob/ie MPUYMHA 3a MOSIBA HA TACTPOUHTECTUHAIHU HApyLICHUS,
KaKTO U 33 Pa3BUTHETO Ha KOKHH Jie3un (epHU3HIENIONo[00H ), TEPUKAPIAUTH U PEKYPEHTHU
¢bebpuiinHN ChCTOSHUSA. [lpyr YecT NMpUYMHUTEN 3acsrall racTPOMHTECTUHAIHHUS TPakT €
Giardia lamblia. Hsxoii atunmuunu npuumnantenn - Ureaplasma urealyticum wmorat na
NPUYUHAT Pa3BUTHE Ha CTaBHA CUMITOMAaTHKa WM Ja 3acerHaT ypOreHHTaJIHaTa CHUCTEeMA.
Bwnpekn penmauBupamuTe WHOEKIUH HE ce HAOJII0AaBaT TOH3WIIHM, YBEIUYEHU JUMQPHH
BB3JIM U CIUICHOMeralus. BupycHute HHQEeKIMu 0OMKHOBEHO IPOTUYAT HOPMAIIHO, HO HSIKOU
6oman paszeuBat Texku ECHO- BupycHu nHbeknnu — eHnedanut, apTputu u apyru. Kato
YCIOXHEHHE Ha XPOHWYHEH CpEleH OTHT W/WIM MEHHMHTOoeHIe(daauT Moxe Ja Bb3HUKHE
BTOpHUYHA 3ary0a Ha ciyxa. Yecto ce HaOmoaBa 1 3aKbCHEHNE B pa3BUTHETO Ha pedra. [Ipn
4acT OT OOJIHUTE OCBeH MyTaiuu B btk reHa ce HaOmromaBaT Mmyranuu u B cbeeqaus TIMMSA
TeH [peIu3BHUKBAIM CEH30pPHO-HEBpoJornuyHa MaHudectauusd. VmyHusanuure 1npu
MMYHOKOMITPOMETHPAHUTE MAIIMEHTH Ce TOAYMHSABAT HA HAKOW OCHOBHM NpuHIMNU. JKuBHUTE
aTEHIOWPAHU BaKCHHM Ca KOHTPaMHJIMIMPAHU B IIOBEUETO CIy4yaM NOpajau TOBa, Y€ MOrar Jia
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NPUYUHAT Cepuo3HH, aopu ¢aramuu 3abonsBanus (BCG,0PV). NHakTHBHpaHUTE BAaKCHHH
MOTaT JIa Ce TpujIarat, Ho He MPeAN3BUKBAT aJICKBATCH MPOTEKTUBEH UMYHEH OTTOBOP.

B T.4. HayyHu nyO0JMKAlMH OT MOCJAeJHHTe MeT TOAMHH M NPHJI0KEeHA
onbdanorpagcka cnpaBka

ESID kpuTepuu 3a tuarHocTuka Ha 3a00JISIBAHETO

AJITOPUTMHU 32 TMATHOCTHLMPaHe Ha 3200JI9BAHETO

CrpiiecTByBa YTBBPJIEH QIrOPUTHM 32 JMArHOCTMKA Ha NAalMeHTH ¢ X CBbp3aHa
aramarso0ynuHeMus1, pa3paboreH Ha Oa3a Ha eBporneciickure U cBeToBHM mpenopbku ( ESID u
PAGID)
Ha Bcuuku OonmHM cbhC CbMHEHHME 3a X CBbp3aHa araMmaryioOyJIHMHEMHsl ce MPOBEXkIaT
CIICIHUTE U3CIIC/IBAHUS:
1. Knuanyna oneHka - CHEeMaHe Ha aHaMHe3a C HACOYEHOCT KbM YECTO PELUIUBUpAIIU
uHbekun, hamuiHa anamHe3a (00JTHU POACTBEHHUIIM OT MBKKHU TOJI [T0 MaiYMHA JIMHUS)
2. OU3UKaTHO W3CleBaHe - JIUICA HAa TOH3WJIM, JIUICA HA yBEIWYCHH JUMGPHU BH3IU U
CIUICHOMET M B X0/ Ha MH(peKuus
3. CneunuyHN UMYHOJIOTUYHH U3CJICIBAHUS:
e OueHka Ha XyMOpaJieH IMyHEH OTTOBOpP:
M3CcJeBaHe CEPYMHOTO HUBO HA BCHUKU HMYHOTJIOOYJTMHOBHU KJIaCOBE
U3cle/IBaHe Ha U30XEMAarlyTHHHHOB TUTHP U MOCTBAKCHHAJICH aHTUTEJIEH OTTOBOP
e OreHKa Ha KJIEThUEH UMYHEH OTTOBOP

HNmynodpenotunusupane Ha tumdoruthu nomnynanuu (<2% CD19+ B numdonmTy)
4. KnuHuko-nmabopaTopHu HM3CEIBaHUS - HA BCUYKUA OOJIHM ce U3CjelBaT MbJHA KpbBHA
kaptuHa ¢ JIKK, o0m GenThk, alOyMuH, YepHOAPOOHH EH3MMH, OCTaThUHO-a30THH Tea,
AKP, But ]|
5. MuKpOOHOJIOTHYHO U3CiIeIBaHe Ha CEKpeTH (IbpJieH, HOCEH, Xpauka, (erec)
6. @yHKIIMOHATHO H3chenBaHe Ha auiianeto (OU/T)
7. OOpa3uu wum3cnenBanus - Ro rpadus Ha TphIAeH KOII, YATPa3BYKOBO H3CIEBaHE Ha
KOpPEeMHH opraHH, rpu nokazanus KAT Ha kopeM u/umu rpbeH KOIl
B®3 ocHOBa Ha aHAMHECTHYHUTE MAaHHU, (U3UKATHOTO H3CIEABAaHE M WMYHOJOTHYHHTE
pEe3yNTaTH ce MOCTaBs BH3MOXKHA HIIM BEPOSITHA AMArHo3a. 3a MOCTaBsSHE Ha Je(pUHUTHBHA
JIMarHo3a € Heo0X0AUMO TPOBEXTaHe HAa TEHETUYHO U3CIICJBAHE 32 YCTAHOBSIBAHE MYTAllUs B
Btk rena mnm wmscnensane Ha Btk mRNA upe3 northern blot wmu uscnenBane Ha Btk B
MOHOLUTH/TPOMOOLUTH Upe3 (IOYyLIUTOMETPHSI.

B T.4. HayyHM nNy0JMKAUMM OT MOCJEeJHUTE TMeT TOAMHH W NPUJIOKEHA
oudamorpadcka cnpaBka

ESID xpurepuu 3a AMarHocTuka

AJITOPUTMH 32 JIedeHHe Ha 3200/1BAHETO

Jleuenuero Ha manueHtute ¢ XLA ce ocbliecTBsiBa B CHOTBETCBUE C MPENOPHKUTE Ha
European Society for Immunodeficiencies (ESID) wu Pan-American Group for
Immunodeficiency (PAGID).

Pa3paborennte B YMBAJI ,, Anekcanaposcka*“ EAJl, Codus anropurmu (ANroputbM 3a
JIeYeHWEe Ha MbPBUYHU MUMYHHH JePUIUTH; AJTOpPUTHM 3a MPOBEXKJAHE HA 3aMECTUTENIHA
Tepanus Npu TbPBHYHH UMYHOIEPUIUTH) ca ChOOpa3eHH ¢ MEKAYHAPOIHUTE M3MCKBAHMUSL
IIpn Bcuuku mamueHTn ¢ XLA ce mpoBexza peryiasipHa MMYHO3aMECTUTEIHA Tepanus C
YOBEIIKK TraMarfoOyiauH. OT ChHIIECTBEHO 3HAUYEHHE 3a NPEKHUBSIEMOCTTa € PaHHOTO
3almo4yBaHe Ha HMMyHO3aMecTHTenHaTa Tepamnus. [lo3aTa WM dyecroTara Ha BIMBAHMSTA CE
oTpeensaT OT HuBata Ha cepyMHHs WUrl" u KIMHUYHOTO checTosiHME Ha manueHTa. Llemn ce
JOCTUraHe M MOANbpXkaHe HUBO Ha cepyMeH Url" >6 rp/n. HeBpoTpomHuTe BHpYCH KaTo
ECHO 19 ca pe3ncTeHTHH Ha KOHBEHITMOHAIHA KOJTUYECTBA UMYHOTJIOOYJIMHH, TTIOPAJIH KOETO
ce MpuIarar Mmo-BUCOKH JO03M U C€ IeNU MoJabp)kaHe Ha HuBa Ha cepymuus Url" >10rp/m.
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[IpuokeHneTo Ha WHTPABEHO3HUTE HMMYHOIJIOOYJIMHOBH IpenapaTd KpHe W HM3BECTHU
puckoBe. HaGmogaBar ce Tpu KaTeropum puck — He3abaBHA ajepruyHa pPeakius, peakius
HSKOJIKO yaca ciiel UH(py3us, KaKTo U pUCK OT TpaHC(Py3usi Ha MH(PEKIIMO3HU areHTH.
JIObITHUTEIHA CUMIITOMATUYHA Tepanusl ¥ MPO(QUIAKTHKA Ce IPOBEXK/IA C aHTUOAKTEPHATTHH,
AHTUMHUKOTUYHH, TPOOUOTHUIIA, BUTAMUHOTEPANHS U P METUKAMEHTH.

B T.4. HaydyHM ny0JUMKANUM OT NOCJEJIHUTE MeT TOAUHH H TPWIOKEHA
Oubauorpadcka cnpaBka

AJITOPUTMH 32 NPOCJieisiBaHe HA 3200/11BAHETO

Beeku namuent ¢ XLA ce mpocnensBa peryisipHO, BbB Bpb3Ka C HETOBOTO KIMHUYHO
CbCTOSIHUE, HACTBIIWIM YCIOXKHEHUs U e(eKTa OT puilaraHaTa Tepanus
IIpociensBaneTo BKIIOYBA!
e OrmeHka KIMHUYHOTO ChCTOSIHHE HA MAllMEHTUTE — HAIMYKME HAa UH(EKLUU
e lIMyHOJOrMYHM U3CIIEABAHUA:
- u3cieBaHe Ha CepyMHOTO HUBO Ha Url'- exxemeceuHo, ¢ 1eJl ONTUMHU3UpPaHE
Ha UMYHO3aMECTHUTEIHATa Tepamus
- U3CieBaHE CEPYMHMTE HHMBA Ha OCTAaHAJIUTE HMMYHOITIOOYIMHOBH KJIACOBE-
HUrA, UrM, UTE
- u3cieIBaHe Ha KJIEThUYeH UMYHUTET- UMYHO(PEHOTUIIM3UPAHE Ha TUMQPOLUTH
e [IpoBexxgane Ha KOHTposHU JaboparopHu uiciensanus — [IKK u Ouoxmmus, c
el PaHHO JUAarHOCTUIMpPAaHE Ha HACTBIIWIM YCIOKHEHUS M IPEBEHIUS Ha
CTpaHUYHUTE €PEKTH OT MIPUJIAraHUTE MEIUKAMEHTH
e [lpu mokazaHusi ce W3BBPIIBAT W Jp. (QYHKIMOHATHA M HMHCTPYMEHTAIHU
n3ciaenpanus- OUJ, KAT, ®I'C,OKC
e KoHcynranus ¢ Apyru crequanucTu- MyJaMoJI03H, TaCTPOEHTEPOIIO3H, XEMATOJI03H
U Ap. Ipu HEOOXOJUMOCT, BbB Bpb3Ka C Hall-4eCTUTE YCIOXKHEHHUS Ha OoJyecTTa.
JKuBoro3acTpamaBaiy ycI0XKHEHHUS ca BUPYCHUTE MEHUHTOCHLE(DATUTH U CENTULEMHITA
BCJIE/ICTBHE Ha HEOBNIAJsAHU OakTepuasHu MHpeknuu. Ha 6a3ata Ha monydyeHUTE KIMHHUKO-
7a00paTOpHU pPE3yNTaTH C€ ONTHMHU3Mpa J03aTa Ha HMMYHO3aMECTUTENHHUS MEIUKaMEHT.
W3naBa ce mpoTOKOII 3a NPOABbIKaBaHE Ha TepanusTa.

B T.4. HayyHM nNy0JMKAUMM OT MOCJEeJHUTE TMeT TOAMHH W NPUJIOKEHA
oudamorpadcka cnpaBka

AJITOpPHTMHU 32 pexaduanTanus Ha 3a00/15BaAHETO

HpI/I HalMCHTHUTE C XLA BB3HHKBAT YCIOXKHCHUA Hal-4eCcTo OT CTpaHa Ha AUXATCJIHA U
HCpPBHA CUCTCMH, KOMTO HaJlarat mnapajcjiHO C MaTOrCHCTHYHATA U CUMIITOMAaTHUYHA TCpaluia
IpujIaraHerTo Ha peXEl6I/IJ'II/ITaLII/IOHHI/I npoucaypu - IOCTYpaJICH MAPCHAXK, AUXATCIIHA
TMMHACTHKa U MaHyajJIHa peXa6I/IJ'II/ITaHI/I${.

B T.4. HayyHum ny0JuMKanUM OT NOCJEeJIHUTE MeT TOAMHH H MPWIOKEHA
Oubauorpadcka cnpaBka

HeoOxonumu fgeiiHocTH 32 mnpoduiIakTHKa Ha 3a00/1BaHeTO (AKO TaKuBa ca
NPUJIOKMMH)

[ITspBuuHaTa TpoUIaKTHKA € CBBbp3aHa C MPOBEXKIAaHE HA T€HETHYHA KOHCYITAlMs BHB
(dhamunuu ¢ 6omeH wien ¢ XLA.

[Tpu nmanuenture ¢ qoka3zana XLA KuBUTEe aTeHIOMpAaHU BAKCHHH Ca KOHTPAUHIAUIIUPAHHU B
MOBEUYETO CJIy4YaW TIOpaad TOBa, Y€ MOTaT Jia MPHYUHAT CEPUO3HM, JOpW (aranHu
3abonsBanus (BCG,0PV). HMHakTuBHpaHWTE BaKCHHM MOTaT Ja C€ MpHjIarat, HO He
MPEIN3BUKBAT aJICKBaTEH MMPOTEKTHBEH UMYHEH OTTOBOP.

ITpu narentute ¢ XLA ce npoBexaa npo(uIakTuKa Ha BAPYCHUTE HH(EKIIUHU NPe3 eCeHHO-
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3UMHHSI TIEpHOJ C HMyYHOMOAyiauInM mpenapatu. IlpenBuwxkaa ce na ce MNOBHUIIU
nH()OPMHUPAHOCTTA Ha OOIIECTBOTO U MEIMIIMHCKATa OOIIHOCT 3a chirlecTByBaneTo Ha [TN/]
B yactHOoCcT XLA ¢ ornen paspaboTBaHe Ha mporpamMa 3a NpO(HIIAKTUYHO H3CIIeIBaHE Ha
MMYHHATa CUCTEMA.

B T.4. HayyHu nyO0JMKAlMH OT MOCJAeJHMTe MeT TOJMHH M NPHJI0KEeHA
onbdanorpagcka cnpaBka

IIpenyioxkennsi 3a OpraHu3anusi HA MEIUIHHCKOTO 00CHY:KBaHE HA MALMEHTHTE W 32
(¢duHaHCUpaHe HA CBHOTBETHHUTEe [AeHHOCTH, CHOOpa3eHH C JeiicTBAlIaTa B CTpPaHaTa
HOpMATHBHA ypenoda

Jleuenuero Ha nmanuentu ¢ gokazanu [N/ - geuna u BB3pacTtHH, ce nokpuBa ot H30K mo
Kinunuuna mbreka, BKIIOYEHA B MakeTa JIEHHOCTH, rapantupaH oT Oromxera Ha H3OK.
AnropureMbT Ha KII e pa3paboreH OT rpyna HUMYHOJNO3M U TEAHATPU, C ONUT B
obciyxBaHeTo Ha marnuentu ¢ [TA]].

JlekapcTBeHH MPOAYKTH 32 H3BBHOOIHUYHOTO 3aMECTUTEIIHO JICUCHUE Ha MAalUEeHTUTE C
HAacJEeACTBEHH UMYHODEIUIUTU ce ocurypssa 1o m3uckBanusi Ha H30K c¢ mportokonu Ha
KOMHUCHH OT CHEIHAIUCTH.

[Ipeasuxaa ce na ce MOBUIIM UHOOPMUPAHOCTTA HA OOIIECTBOTO U MEIUIIMHCKATA OOIIHOCT
U J1a ce MOBUIIM BHUMAHUETO Ha MpaBUTENCTBCTBeHU CTPYKTypu U H30K kbM mbpBHUUHUTE
uMyHHH Jedunmtu 3a cwiiectByBanero Ha [IM]] ¢ oriien pa3paboTBaHe Ha mporpama 3a
npoUIaKTUYHO H3CIIEBAaHE HAa HMMYHHAaTa CHCTeMa B pa3jMYHU BH3PACTOBU MEPHOIU
CBBP3aHU ChC CH3PSBAHETO U OCTAPSIBAHETO HA UMYHHATA CUCTEMA.

Cp3naBaHe Ha KIMHUYHU IPOIEAYpU 3a BUCOKO-CIlenuanu3upana nauarHoctuka Ha [TU]], ¢
MPOABIKUTENIHOCT 12 1m0 24 wyaca, m Ha mo-Hucka neHa ot KII. Te Ouxa mokpunu
nabopaTopHUTE H3CIEABaHUS, HEOOXOIMMH 3a MPOTOKOJIa 3a 3aMeCTHTeNHAa Tepamnus B
M3BBHOOIHUYHATA TTOMOIIL;, TIPOCIIEASIBAHETO U 00yUYEHHUETO Ha MAIUEHTUTE, KOUTO PEATTHO CEe
W3BBPIIBAT B OOJIHUYHATA, @ HE B U3BBHOOIIHUYHATA CPEJa.

OnucaHue HA ONMUTA ¢ KOHKPETHH MAIHEHTH ChC CHOTBETHOTO PSIIKO 3a00/sBaHe (aKo
HMa TAKBB)

Kacae ce 3a momue, koeTo ciex 6 MeceyHa BB3pacT € XOCHUTAIN3UPAHO U JIEKYBAaHO
MHOTOKpPaTHO IO TOBOJ PELUAMBUPALIM MHOT€HHU HHOPEKIUM NpeAUMMHO Ha JAUXaTelHa
cucrtema. lIpoBeneHNTe WMYHOJIOTMYHM U3CIEABAHUS II0Ka3axa CIEIHUTE pPE3yITaTH:
IpaKTUYecKa JuIca Ha cepyMHr umyHorino0yauuau (UrA - 0 rp/n, Url” — 0 rp/n, UrM — 0,39
rp/n. ) u aunca Ha nepudepHu 3penu B mumdonuty.

TIOIyJIanys Hamepenu croiiHOCTH PedepenTtnu croitHocTH

% mumpounTH Abc. 6poit smmdoruta | % umbounTH Abc. Opoit

x 10 ¥/n mambounTr x 10 %/

O6um T 96 2.8 69(55-78) 1.9(0.7-4.2)
TUMOIUTH
(CD3+)
CD3+CD4+ 38 11 35 (27-53) 1.0 (0,3-2.0)
CD3+CD8+ 42 1.3 28(19-34) 0.8(0.3-1.8)
CD4/CD8 0.9 1.2 (0.9-2.6)
NK (CD3- 5 0.1 12 (4-26) 0.3 (0.09-0.9)
CD16u/mmus56+)
B- nmumdornutu 0 0 18 (10-31) 0.5 (0.2-1.6)
CD19+

Ha 06a3ara Ha KIMHHMYHATa KapTUHA M UIMYHOJIOIMYHHUTE U3CIIEIBaHUS CE MpHE, Ue Ce Kacae 3a
Momye ¢ X CBBp3aHa aramarJioOyJnHEMHs. 3amoyHa ce peryjspHa MMYyHO3aMECTUTEITHa
tepanus. Jlanoxa ce nenopbky 3a NpoMIAKTUKA, BAKCHHALIMU U IPOCIIE/ISIBAHE.




