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Pestome. [eHemuyHume cuHOpomu npedcmasrnsieam uHmepec 3a meduyume nopadu ¢hakma, Ye umam pa3HoobpasHa
KITUHUYHA U3518a U ca C8bp3aHU C Pa3fuyHU opa2aHHU yepexdaHusi. B cmamusima ce npagu xapakmepucmuka Ha HsKou
pedKu eeHemuyHU cuHOpomu ¢ 6LOPEYHO 3acsizaHe, pasenexdam ce rnamoz2eHemuyHUMme MexaHu3Mu Ha peHanHume
yspexdaHusi, Quaz2HOCMUYHUSIM UM aneopumbM, KITUHUYHama MaHughecmauyusi U mepanesmu4yHomo nosedeHue.

Knroyoeu dymu: 6onecm Ha ®abpu, cuHdpom Ha Anmopm, cuHOpom Ha 0e Mopcuep, cuHOpom Ha JlopbHC-MyH-
bapdem-budvsn, cuHOpom Ha bapmep, cuHOpom Ha [umenmaH, komrnekc mybepo3Ha CKepo3a, YUCmuHO3a,
HegpoHoghbmu3a

Abstract. Genetic syndromes are of interest to physicians due to the fact that they exhibit themselves as clinically di-
verse and are associated with various organ damages. The paper characterizes some rare genetic syndromes with renal
involvement, discusses the pathogenetic mechanisms of renal damage, their diagnostic algorithm, clinical manifestation
and therapeutic behavior.
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BbBEOQEHME

[eHeTMYHNTE CUHOPOMU NpeacTaBnsiBaT MHTe-
pec 3a MeguuuTe nopaau dakTa, Ye MMmat pasHoo-
OpasHa KnMHWYHA 135Ba U ca CBbP3aHU C pasnmnyHu
opraHHu yBpexaaHusi. BbopeyHoTO 3acsaraHe Moxe
na Obae egHa OT OCHOBHUTE MM nposiBu. Okomno
10% OT Bb3pacTHUTE M CbLUO TONKOoBa OT AdeuaTa,
OOoCTUrHann o 0bO6PEeYHO 3aMeCTUTENHO feYeHne,
nmaT HacneacTtBeHo 6bOpedHO 3abonsiBaHe, KOETO
€ netata no 4ecToTa NpuyuHa 3a TepMuHanHa 6b-
OpeyvHa HegoCTaTbYHOCT cned anabeTHaTa Hedpo-
natusl, aptepuanHaTa XWNnepToHWs, [TIOMepyrio-
Hedputute 1 nuenoHedputute [1]. MNosHaTn ca
okono 150 pegkn 6b0peyHn 3abonsaBaHns, KOUTO ce
cpewat npu 60-80 cniyyas Ha 100 000 gywuum. MNo-ns-
BECTHM OT Tax ca: bonecTtta Ha ®abpu, cMHOPOMBT
Ha AnnopTt, cMHAPOMBLT Ha bapTep u MTenmaH, Ty-
OeposHaTa ckneposa, UMcTuHo3aTa 1 apyrm. Hsakom
OT NO-pPeaKkUTe reHeTUYHN CUHOPOMMU, KaTO CUHOPOM
Ha ae Mopcuep n cuHgpom Ha JlopbHc-MyH-bap-
Tep-bnabn, KOMTO CbLLO ce xapakTepuaupar C pe-
HanHW yBpeXaaHus, MoraTt Ja ocTaHaT AbMro Bpe-
M€ Hepasno3HaTh OT KIUHULMUCTUTE nopagu MHOMO
HMCKaTa CM YecToTa Ha pas3npoCcTpaHeHue.

BonecTt HA ®ABPU

Bonectta Ha ®abpu e X-CBbp3aHO FreHETUYHO
3abonsiBaHe, KOETO Ce AbIKU Ha AeduunT Ha nu-
3030MHUS €H3UM anda-ranakro3ugasa, yydacrealy
B MeTabonuama Ha nunugute. B pesynTart Ha ToBa
HacTbMNBa HaTpynBaHe Ha IMUKONEeNTUAW B NM3030-
MUTE Ha PasnnyHK TUMOBE KNETKN. YHacneaaBaHeTo
e peuecuBHo. MyTauuuTe 3acarat npubNU3anTENHo
1:40 000 go 1:117 000 gywwu [2]. MbxeTe Gonegy-

BaT MO-4eCTO OT XXeHuTe. [pn KeHCKus nor ce kacae
3a HanvyMe Ha egHa yBpedeHa M efHa HopMarHa
X-XpOMO30Ma, KOSTO KOMMEHCMpa HeAOCTaTb4YHOTO
€H3VMMHO Mpoun3BoACTBO. 3aboNsaBaHETO € oNMcaHo
3a MbpBM MbT OT HeMckMs gepmartornor Johannes
Fabry v anrnuiickua xupypr William Anderson npes
1898 r. MNMpoTuya cbe cbpaeyHn, 6bLOpeYHN, HEBPO-
NOMNYHK, OYHU N KOXHU cnHapomu [3]. Mpwu 3acerHa-
TUTE NauUMEHTUN YECTO Ce YCTaHOBSABAT NeBOKaMep-
Ha xunepTpodusi, xmnepTpoduyHa Kapgvomuona-
TUS1, PUTBbMHM 1 NPOBOAHU HapyLLEHUS Ha CbPLETO,
MO3bYHOCBHA0BM MHLUMAEHTU B Mraja B3pacT, Xpo-
HW4YHa 6bOpeYHa He[oCTaTbYHOCT, aHrMoKepPaToMm
OKOMO Mbna u rnyTeycute, Xmnoxmaposa.
BbbpeyHoTO yBpexaaHe ce Habnogasa BbB BTO-
PO 1 TPETO AeceTurneTe n ce MaHngecTMpa ¢ npore-
NHypusi. KbM YeTBBbPTO 1 NETO AECETUNETUE CE Pa3BU-
Ba TepMUHanHa 6b0bpeyHa HegocTaTbyHOCT. Exorpad-
CKnsT obpas Ha GbbpeunTe Nokasea HecrneumdUyHU
HaxoOKN KaTo M3TbHEH ObOpeYeH MapeHxuM C MnoBu-
LLIEHA EXOTeHHOCT, MHOXECTBO Mariku KUCTU C eOHaKBU
pa3mepu, pasnonioKeHn nog Kancynarta Ha G6bbpeka,
KOETO Momara 3a AMdepeHLMpPaHETO UM OT aBTO30M-
HO-AOMMHaHTHaTa 6b6peyHa NoNMKNCTo3a.
OnarHosaTta ce nocTtaBs 4ype3 m3crnegBaHe Ha
KpbBHa Npoba 3a Joka3BaHe Ha geduunT unm Ha-
MarneHa akTMBHOCT Ha anda-ranakrosvgasa A.
MyHkumMoHHaTa ObOpevHa Owvoncus ycTaHoBsiBa
HaTpynBaHe Ha NaTonlorMyHMs cyocTpaT B KINETKATE
Ha TUNMYHKM MecTa. Heobxogumo e fa ce nposexaa
CKPWHUWHT 3a 6onecTTa Ha ®abpu npu mnagn Mbxe ¢
neBoKamMepHa XunepTpocud, kKapauomMmonaTtusi, He-
sICHa eTMornornsa Ha XpoHn4yHa 6vbpeyHa HepocTa-
TBYHOCT, NPEXMBENN MO3bYHOCBHAOBU MHLMOEHTU.
KaTto nbpBa cTbrnka e onpefensHeTo Ha eH3nMHaTa
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aKTMBHOCT Ha anda-ranakrosugasa A, a B crnyvau-
Te Ha HamarneHa eH3MHa akTUBHOCT — NPOBEXaaHe
Ha reHeTu4eH aHanua. [pu xeHnTe ce npenopbYBa
KaTo MbpBa CTblKa NpoBeXaaHe Ha reHeTUYeH TecT
[4]. NNeyeHuneTO BKMOYBA EH3MMHO3aMeCTUTENHA Te-
panus, peHonpoTtekums ¢ ACE nHxnbutopmu n cratu-
HW. MaumeHTnTe ¢ bonectTa Ha ®abpu ca nokasaHu
3a ObbpeyHa TpaHcnnaHTauus [5].

CuHOQPOM HA ANMNOPT

CvHopomMbT Ha ANNopT € reHeTUYHo 3abonsBea-
He, KOEeTO ce xapakTepuaumpa ¢ 6b06peyHn yBpexaa-
Hus, 3aryba Ha criyx 1 o4HM aHomanuu [6]. Obrmku
Ce Ha MyTauuu Ha reHa, kogupall KonareH 4 B rno-
MepyrnHaTa 6asanHa membpaHa, BbTPELLUHOTO YXO U
ounte. ToBa € X-CBbp3aHO rEHETUYHO HapyLUeHue
n moxe Aa 3acerHe 1:50 000 HoBopogeHu [7]. Mb-
XeTe boneaysaT No-4ecTo OT XXeHuTe. Mpu KeHckus
norn CMHOPOMBT OCTaBa YecTO HeanarHoCcTULMpPaH,
kato B 15-30% Moxe ga goBede Ao 6bbOpedvHa He-
JOCTaTbyHOCT 1 3aryba Ha crnyx B cpegHa Bb3pactT.

3abonsiBaHETO e ONMCcaHO 3a MbpPBW MbT OT aHMNNA-
ckust nekap A. Cecil Alport npe3 1927 r. kaTo Hacrnea-
CTBEH HedpuT. KnMHnyHaTa MaHudectaums BknoyBa
XemaTypusi, MPOTENHYPUS], XUMEPTOHKS, NMPOrPECUBHO
BroLiaBaHe Ha GbbpeyHaTa pyHKUMA 4O pas3BUTUE Ha
TepmmnHanHa 6bOpevHa HemocTaTbyHOCT, 3aryba Ha
CNyX W OYHM YBPEXOaHUs (NEHTUKOHYC, MUrMeHTaLms
Ha peTvHaTa, katapakTa, KopHearH/1 epo3un).

[narHoctukarta ce ocHOBaBa Ha reHeTUYeH aHa-
13, NyHKUMOHHa 6bOpeyHa Guoncus, KoHcynTaumm
C Hedporor, OTOPMHOMAPWUHIONOr M odTarIMOSOr.
BvbpeyHaTa Guoncus e nokasaHa npu HanuMyne Ha
anbymMmnHypusl, akaHTOLUMUTM U €PUTPOLUTHU LIUITUH-
OpV B YPUHEH ceduMMeHT. Ypes3 CBETMMHHA MUKPO-
CKOMus Ha BuorncuyeH maTtepuan ce yCTaHOBsIBaT
OrHMWLLHAa 1 CerMeHTHa rnomepynockneposa, Tybyn-
Ha aTpocms, nHTepcTuumanHa pubposa, KneTbyHa
nHpuntTpaums. VMimyHodnyopecueHTHOTO nscnensa-
He AaBa oTpuuaTeneH pesynTar.

Mpu cuHapoma Ha AnnopT HAMa cneumduyHo
neyeHve. YcunusaTa Ha nekapmute ca HaCO4YEeHU KbM
3abaBsiHe nporpecusita Ha GLOPeYHOTO yBpexaa-
He. MNpunoxeHne Hammpat ACE nHxnbutopu, APB,
CTaTMHU N HEOUXUOPONUPUAMHOBM KarnuMeBmn aHTa-
roHuctn. ObellaBaliy ca pe3yntatnte OT HAKOMKO
npoy4YBaHWs 3a noTeHuuwanHata pons Ha SGLT2
MHXMBUTOPUTE 3a peayKunsi Ha MPOTEUHYpUATa Npu
©ornHuTe ¢ ToBa psgko 3abonaeaHe [8]. MauneHTuTe
CbC CUMHOPOM Ha ANMOpPT ca Nokas3aHu 3a 6bOpey-
Ha TpaHcnnaHTauus. [laHHuTe coyar, Ye camo B 3%
MOXe Aa ce pasBue AnnopTt NocTTpaHcnnaHTaumo-
HeH HedpuT, KaTo ToBa ce Habngasa B NbpBaTa
rogvHa cnej TpaHcnnaHtauusaTta [9].

CuHpgPOM HA oE MOPCUEP

CvHopoMbT Ha ge Mopcuep, HapuuyaH olle
centoonTnyHa gucnnasus (SOD) e psigka BpogeHa
Mandopmauusl, Xxapaktepusupalla ce ¢ aHoManuu
Ha 3pUTENHUTE HEPBU U XMaama ONTUKYM; areHeaus/

XUMOreHe3nst Ha CenTyM NenyumMayMm u Kopnyc Kano-
3yMm 1 xunodmaHa xunonnasus. OnucaH e oT wBeen-
uapckm Hesponor George de Morsier npe3 1956 r.
Obmkn ce Ha myTtaumm B reHnte HESX1 n SOX2,
KOUTO MMaT OTHOLLEHWE KbM XumnoTanamo-xvunodpu-
30-roHagHaTta oc [10, 11]. CuHApOMBT ce oTHacs KbM
peakute 6onectu, ¢ Yyectota 1,9-2,5:100 000 >xuBo-
poaeHu, 6e3 pasnuka B nora. YHacrneasiBaHeETO MOXe
[a e aBTO30MHO-PELECHBHO, KaTo 1 ABETE KOMUS Ha
NaTonorMyHNA reH NpegusBukaTt yespexaaHe. B gpy-
M criydam CMHOPOMBbT MMa aBTO30MHO-AOMUHAHTEH
MbT Ha yHacregsiBaHe, NMpyY KOETO €4HO Konue OT
NPOMEHEHNs FfeH BOAW A0 pa3cTponcTso [12, 13].

3abonsBaHeTo MOXe Aa Ce NPOsiIBU Cried paXkaaHe
C XMMOFTIMKEMMS Ha HOBOPOAEHOTO UMM MHOTO MO-KbC-
HO C U30CTaBaHe B pacTexa, MeHTarnHa petapaaums n
npexaeBpemMeHeH nybepTeT. KnuHnyHO npotuya ¢ Ha-
pYyLUEHVE B 3PEHMETO Ha €OHOTO UMW OBETE 04, HUC-
TarbM, CTPabunabM, eNUNENcus, NOHKEH KOeULIMEHT
Ha WHTENWUIEHTHOCT, ayTUCTUYHU MPOSIBU, XMMOGU3EH
HaHW3bM, LEHTpaneH wuHcunugeH auabert, Xxunoro-
HagM3bM, XWMNOTMPEOUAN3bM, HagObpeyHa ONCHYHK-
uMs, TeHOEHUMs] KbM 3aTibCTsBaHe. [uarHosarta ce
OCHOBaBa Ha KNMHWYHAaTa KapTuHa, AaHHute ot AMP
Ha rmMaBeH MO3bK 1 XOPMOHarHara oLeHKa.

BbbpeyHnTe yBpexagaHus npy cuHapomMa Ha ge
Mopcuep He ca yecTu u BknoYBaT Mandgopmauum
Ha NUKoYoOoTAENUTENHaTa cucTema: MynTUKUCTUYHA
ObOpeyHa avcnnasws, xunonnasust Ha 6bopeuuTe,
no-psifko areHe3ns Ha ObOpeka, Be3nkoypeTeparneH
pednykc. Xunonnasmsata Ha 6b06peLuTe ce cbyeTa-
Ba C OnMromeraHepoHusi, CbCTOSHME, NPU KOETO
ObbpeunTe ca ¢ HamaneH 6por HedpoHU, KOMTO ca
XxunepTpodpupanu (onuromeraHedpoOTUYEH XUMO-
nnactudeH 6L6pek). Toea Bogn Ao xunepdunTpa-
LS, NpOTENHYPUS U peHarnHa yepeaa [14].

OnuvromeraHedpoHusiTa OOMKHOBEHO Ce MaHu-
decTupa oLle B paHHa AeTcka Bb3pacT 1 ce NposiBsBa
C nonuypus, nonuauncusi, NoBpbLLaHe 1 gexvapara-
umst. CbLUeCTByBaT JaHHK, Ye T MOXe Aa ce U3SBU U
B MO-KbCHa Bb3PacT, KaTo TakMBa naumeHTu npeacra-
BrsIBaT TepaneBTM4eH Npobrnem 3a Hedhporosute.

[wnarHosaTta e mopdonornyHa. B gudepeHumn-
anHoamarHocTMyeH nnaH ce obcbxpa TesaTa 3a
XPOHUYEH rmomMmepyrnoHedput. Ha GuoncuyeH mare-
pwan ot onuromeraHedpoTnyeH 6LOpeK nNpu CBET-
NHHA MUKPOCKOMMS ce YyCTaHOBSABAaT HamareH 6pon
rMOMepPynun Ha eanHMLAa NoL, KOMTO ca C yBenu4e-
HW pasMepu n 0bem, TbHKM BasanHn memobpaHu, 6e3
npr3HauM Ha KneTbyHa UHUNTPaALMS U Me3aHru-
anHa nponudepaums. YronemeHu ca u npokcumarn-
HWUTe TyBynu no AbmxkuHa 1 obem. Tesn npomeHu ca
n3pa3 Ha KoMMneHcauus Ha HamaneHata 6bbpeyHa
Maca 1 NocTeneHHO BOAAT OO rMIOMepyriHa CKIepo-
3a, TybynHa atpocusa n nHTepctTuymnanHa pmbpoasa.
Upes umyHoproypecueHTHa TEXHMKA HE Ce YCTaHo-
BsIBa OTraraHe Ha MMyHOrnobynunHu.

KnuHnyHaTta npeseHTaumsi BKIHOYBA MPOTEMHY-
pusi, epuUTPOLNTYPUS, YPUHAPHM MHEeKunn, apte-
puanHa xvnepToHus 1 HanpegHana 6bbpeyHa He-
poctatbyHocT. C ormepn peHanHa npoTekuus, npu
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nauMeHTUTe CbC cMHApom Ha e Mopcuep Hamm-
pat npunoxenne ACE nHxnbutopu, APB, ctatunn,
SGLT2 nHXMbutopu n ypoaHTMCENTULN.

CUHOPOM HA
JloPbHC-MYH-BAPOET-BUABLN

CvHgpombT Ha JlopbHc-MyH-Bapaet-buabn
(LMBBS), HapuyaH owe cuHgpom Ha Bappet-bu-
Obn, e reHeTMYHO 3abonsaBaHe ¢ NoNMopraHHo 3acs-
raHe. OTHacsa ce KbM BpoAeHUTE LumMnmMonaTun. YHa-
cneasiea ce aBTO30MHO-PELIECUBHO U Ce AbITKM Ha
MyTauun B reHuTe, Koampalum npotenHuTe, pasmno-
noxeHn B unnuute. MNpoLeHTLT Ha pasnpocTpaHe-
Hue 3a EBpona e 1 Ha 125 000-160 000 gywm, koeTo
ro npuumcnsea kbM pegkute 6onectn [15]. MNMopa-
39BaT Ce O4YUTE, MO3bKbT, FTOHAAUTE, KpaNHULUTE U
o6bbpeunTte. KnuHnyHata maHudectaums BKIHOYBa
OCHOBHO 3pUTENHU HapyLLIEeHUs, AbIXallun ce Ha yB-
pexgaHe Ha peTvHaTta; NonuMAaakTUWs; 3aTnbCTs-
BaHe, NPEAMMHO Ha TPYHKyca C NlyHoobpasHo nuue;
XUNoroHaan3bM; 6bO6peYHN aHOManNMM U MeHTanHa
petapgauus [16]. MNoHsikora LMBBS moxe ga npo-
Teye 1 ¢ Apyrn BTOPUYHM pa3CTPOMCTBA KaTo Hapy-
LUEeHNs1 B rOBOpa, 3aTpyAHEHMs B O0y4YeHneTo, aTak-
Cvsl, pasBUTME Ha 3axapeH W MHcUNuAeH Auaber,
XUNEPTOHUS, CbpAeYHa HeJOCTaTbyYHOCT, aHoCMusl/
XUMOCMUS1, HAMareH cnyx u 3boHM aHomanuu [17].

[aHHM 3a cuHapoma CbluecTByBaT OLle B Kpasi
Ha XIX Bek, Korato aHrmuinckuTe odoranmMosiosn John
Laurence n Robert Moon npe3 1880 r. onucear cemeii-
CTBO, YMWTO YNEHOBE CTPadaT OT MUIMEHTEH PETUHUT,
3aTITbCTABaHE Y U30CTaBaHe B MEHTANHOTO pasBUTHE.
Mpe3 1920 r. n 1922 r. CbOTBETHO (PPEHCKUAT rekap
Georges Bardet n yHrapckusit natonor Arthur Biedl oT-
KpuBaT ABe haMunum CbC 3aTiTbCTsIBaHe, MUIMEHTEH
peTvHuUT 1 nonupaktnnmsa. Ot 1925 r. 3abonsBaHeTo
€ no3HaTo kato cuHapoMm Ha JlopbHc-MyH-bBappert-
Buabn. MNMo-kbCHO ce pesrnexaa KaTo Asa cuHapoma
JlopbHC-MyH 1 Bappet-buabn, kouto ca cbC cxogHa
dheHoTMNHa n3saBa. [IHec Har-4ecTo ce 13nonsea no-
HsiTneto bapaet-buabn cuHgpom (BBS).

3a nbpsu NbT Npe3 60-te roguHy Ha XX Bek ce
nosiBsiBaT CbobLLUeHNA 3a 6LOpedHO 3acsaraHe npwm
BBS. NMpe3 1969 r. B. Nadjmi u cbaBT. onuceat pe-
3ynTatu OT ayToncum Ha naumeHTn ¢ BBS ¢ Bucok
NPOLEHT Ha 6bOpeYHn aHomanum [18]. MNpes 1975 1.
R. Hurley v cbaBT. nybnukysaT 4aHHU OT MYHKUMOHHA
O6bOpeyHa buoncusa Ha 9 geua ¢ BBS. Pesynratute
nokaseaT MesaHrnanHa nponudepauusi, rmomepyn-
Ha ckrneposa, avnartauus Ha TybynuTe, KOpTUKamHm
N MedyrnapHU KACTW, NEPUrNIOMEpPYSIHa U MHTEPCTU-
umanHa punbposa 1 XpoHW4HO Bb3naneHue [19].

[Hec cnHapoMbT ce acoummpa ¢ NoIMKUCTO3Ha
Obb6peyHa Oonect [20]. PeHannaTta nartonorus
BKITIOYBA CMegHUTE YBPEXOAaHWUS: (PYHKLUUOHAIHU
(nonunypusa, nonuauncus, amvHoauuaypuvs, Hapy-
LeHa KOHLEHTPAaLMOHHA CnocobHOCT Ha 6bOpeuu-
Te, XpOHMYHa 6bOpeYHa HeJoCTaTbYHOCT, XMNepTo-
HWS1); MaKpPOCKOMNCKN (dpeTanHa nobynauus, KUCTNY-
Ha gucnnasus, Manku 6bubpeun) U MUKPOCKOMCKM

(OTOK Ha eHOoTenHWTe KreTKW, WHTepcTUuManeH
HedpuT, rMomepynocknepo3sa) [21].

OCHOBHMAT MaToOreHeTU4YeH MexaHu3bM Ha 6bO-
peyvHuTe yBpexaaHus npyu BBS e HapylleHaTa KOHLEH-
TpaLumMoHHaTa crnocobHocT Ha O6bbpeLyTe ¢ nocneasa-
LLia nonuypus n xmnocTterypus [22, 23]. OrpaHnYeHnaT
KOHLIEHTPALMOHEH KanauuTeT Ha Obbpeka mMoxe fa
HacTbMn CcbC UK 6e3 passuTre Ha 6bbpeyHa Hepoc-
TaTbYHOCT. TepaneBTUYHWTE MEPKU BKIOYBAT pe-
HOMPOTEKTUBHM CPEeACTBA, 3aMECTUTENHO NeYeHre Ha
ObbpeyHaTa pyHKUMSA ¢ XeMoamanmsa, neputoHearnHa
avanusa n 6bopeyHa TpaHcnaHTauus.

CuHAPOM HA BAPTEP U CUHAPOM
HA TMTENMAH

CvHapowmbT Ha bapTep u cuHapombT Ha Tuten-
MaH crnajaTt KbM HacrneacTBaHuTe TyOynonatuu, C
aBTO30MHO-PELIECUBHO yHacnegsasaHe. [bnxkar ce
Ha MyTauuuM B reHuTe, OTTOBOPHM 3a HaTpuesara
peabcopbuus B NPOKCMMArnHOTO pamo Ha bpumkaTa
Ha XeHne (cMHapoM Ha bapTep) u B auctanHuTe 6b-
OpeyHn kaHanuyeta (cuHapoM Ha [uTenmaH) [24]. U
OBeTe 3abonsaBaHns ce XxapakTepuaupar ¢ XUnoxrno-
pemus, xunokannemusi u metabonuTHa arnkanosa.
3arybara Ha comn Boau [0 NEKO NMOHMXKEHWE Ha nnas-
MeHusa obem n go aktmeaumsi Ha RAAS ¢ passuTtue
Ha BTOPWMYEH XMMEpangocTepoHM3bM. 3acuneHa e
ceKkpeuusta Ha Kanuesute U BOOOPOOHUTE NOHM OT
CEKpETOpHMTE MM MecCTa, C NocrnenBally TexXKa Xu-
nokanvemus 1 MetabonutHa ankanosa. OcBobOX-
[aBaHeTO Ha Ba3oQMNaTaTtopHU MpocTarnaHouHn
CbLLIO Ce MoBMLIAaBa, KOETO 0BSICHAABA HOPMOTEH3MB-
HOTO CbCTOSIHME Ha 3acerHatute nauueHtn. Knu-
HWYHaTa MpeseHTauusi BKMOYBa acTeHoaguHaMus,
MYCKyIHa cnabocT, KpaMnu, Nonumypusi, HUKTYpuUsi n
aexvgpataums. Kpamnute ce ObmkaT KakTo Ha Xu-
nokanuemusaTa, Taka 1 Ha xmnomarHesavemusita. u-
depeHuranHa guarHosa Mexay Asata cuHapoma ce
npaBu C HMBaTa Ha Kamnuui U MarHesum B CEPYM U
ypuHa. Mpun cuHgpoma Ha [tenMaH gedekTbT BoAM
0o 3aryba Ha marHesum n HamaneHa KanuveBa ek-
cKpeums, Jokato npu cuHapoma Ha baptep ce yc-
TaAHOBSIBAT XUMepKanuumypuss u HedpoKanumHosa.
Pasnvka nma v B KOHLEHTpauuoHHaTa crocobHoCT
Ha 6bbOpeka. MNpu cuHopoma Ha MMTenMaH KOHLEeH-
TpauMOHHaTa CrnocoOHOCT e 3ana3eHa, Tbh KaTo
YHKUMSITA Ha Bb3XOASILLOTO paMo Ha nprMKaTta Ha
XeHne He e HapylleHa, 3a pasfnuka OT CMHApOoMa
BapTtep, npu KoWTO Ce yCcTaHOBSIBA XUMOCTEHYPUS.
[wnarHosaTa ce noctass Ha 6a3aTa Ha KnMHUYHa Kap-
TWHa; nabopaTopHa KOHCTENauus 3a XMnokanmemums
¢ metabonuTHa ankanosa, 6e3 gaHHM 3a nospbLUa-
He, uapus U NpUeM Ha Kanun-rybelum anypetmuum;
reHeTnyeH aHanums [25].

JleyeHwneTo BKHOYBA HECTEPOUOHM NPOTNBOBBL3-
nanuTenHu cpeacTBa C Len noTuckaHe edektute
Ha npocTarnaHaMHUTE 1 angocTepoHa; Kanun-cbx-
paHsBawm anypetvum; ACE nHxnbutopu npu KoH-
TPON Ha apTepuanHoTo HansraHe, kanvesa 1 mar-
He3neBa cynnemeHTaums [26].
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KOMNNEKC TYBEPO3HA CKNEPO3A

KomnnekcbT Ty6eposHa ckneposa (KTC) e pag-
Ka reHeTMyHa aHomanusi ¢ aBTO30MHO-AOMMHAHTHO
yHacnensBaHe, 3acsralja LeHTpanHata HepBHa
cucTtema, Koxara, ounte, 6b6peuunTe, cbpueTo, be-
nute gpobose. 3060nsBaHETO € ONMCaHO 3a MbPBU
nNbT OT bpeHckusa Hesponor Bourneville npes 1880
r. Obmku ce Ha myTaumm B TSC1 reHa (npogyuupall
xamaptuH) n TSC2 reHa (npoayumpaly Ty6epuH).
Tesn reHn ca TyMOpP-CynpecopHU 1 MOCOYEHUTE My-
Tauum BoasT OO abHOPMHa KneTbyYHa nponudepa-
uns ¢ opmMmpaHe Ha KopTukanHm Tybepu n nosu-
LLIeHa CKITOHHOCT kbM 0bpasyBaHe Ha JobpokayecT-
BEHM TymMoOpu. YecTtoTata Ha pasnpocTpaHeHue € 1
Ha 5800 paxgaHus [27].

3abonsBaHeTo MMa pa3HoobpasHa KMMHMYHA Kap-
TUHA, KaTo Krnacuyeckarta Tpvaja BKIHYBa YMCTBEHa
M30CTaHanocT, enunencus 1 NMUEBN aHrnondpomum.
BbOpeKbT ChLUO € aHraXupaH B MaTonormyH1s npoLiec.
BbbpeyHnTe aHrmommuonunoMu ce Habniogaeat npu
49 po 60% ot nauneHtute ¢ KTC [28, 29]. AHrnommo-
NIMNOMWTE Ca CbCTaBEHW OT aHOPMarHW KPbBOHOCHM
CbAO0Be, HE3PENN MMagKOMYCKYITHU U MAaCTHU KIETKM.
MosiBABaT ce B AeTCka Bb3pacT C TeHAeHUMs Aa Ha-
pacTeaT B NyGepTeTa 1 3psinarta Bb3pacT, MaHUdecTn-
paTt ce c Borka, xematypusi, pETPONepUTOHearnHn xe-
Moparuu, XvnepToHns u 6bBpevHa HeaoCTaTbYHOCT.
BbbpeyHnTte knuctn ce Habntogasat npu 14-32% ot
nonynauusita ¢ KTC n morat ga ce 6baar equHuYHm
UM MHoXecTBeHW. MHOro psiko KMCTo3HaTa nposiea
Ha 3abonsiBaHETO ce NpeACcTaBsi C NONMKNCTO3HA Ob0-
peyHa 6onecrT, KoeTo ce acoummpa € No-noLua NPorHo-
3a. Bbnpekn xapaktepHuTe 406pOKaYecTBEHN TYMOPU
npu naumeHtTute ¢ KTC morat ga ce otkpuar B 3%
ManurHeHn 6bOpPeYHN Heonnasmu. 3rokavyecTBeHNUTe
TYMOpW Ca NpeacTaBeHn oT GbOPEYHOKNETHLYHNS Kap-
LUMHOM W MarurHeHUsi eNUTENOVAEH aHMMOMMOSUIOM.
ApTepuanHara XMnepToHUsi € YECTO YCIOXHEHUE Npu
KTC. PeHanHata ucxemusi, HapacTBaHETO Ha aHrmo-
MUONUNMOMUTE 1 XMNEPCEKPELIMSATA Ha PEHWH BOAAT 4O
MoBULLIABaHE Ha apTepVarnHoOTO HansaraHe.

OnarHocTnkata Ha ObOpeyHWUTE yBpexaaHus
npu KTC BkntouBa exorpadusi, KOMMOTbpPHa TOMO-
rpacums u AMP Ha abgomeH.

LUncTtuHo3A

LinctmHozaTta e psgko reHeTMyHo 3abonsiBaHe
C aBTO30MHO-PELECUBHO yHacneasiBaHe. [brmku
ce Ha myTtauumm B CTNS reHa, kogmpaly, cuHTe3a Ha
npoTerHa UMCTUHO3UH. LIMCTUHO3UHBT € NM3030MeH
MembpaHeH TpaHCMnopTep, OTTOBOPEH 3a ekcrnopTa
Ha UMCTMHa OT nm3o3omuTe. B pesyntat Ha ToBa
pa3CTPOMCTBO HacCTbMNBa HaTpynBaHe Ha LIMCTUH B
KNEeTbYHNUTE NM3030MU1, KOETO BOAM A0 OpraHHU yB-
pexgaHuda. 3abonseaHeTo ce cpelda npu 1:100 000
0o 200 000 xuBopoaeHu geua [30].

MosHaTn ca 3 hopmMmM Ha LMCTMHO3aTa: UHGaH-
TunHa (HedponaTnyHa), tOBEHWMHa (C KbCHO Ha-
yano) u Bb3pacTHa (gobpokayecTBeHa, OvHa, He
HedponaTnyHa) dpopma. MHdaHTunHata dopma e

Hal-4yecTa 1 TeXKo NpoTuyalla, Bogela oo TepMu-
HanHa 6vOpeYHa HeJOCTaTbYHOCT.

BbbpeyHOTO yBpexagaHe ce mpeacTtaBs € Npo-
KCcumanHa TyOyronaTtusi, KOSiTO € 4ecta npuyMHa
3a cvHgpoma Ha PaHkoHM Npu geuara, ¢ nosiea Ha
IMIOKO3YpUsi, aMUHOALMOYPUS U eNeKTPOSTMTHU pas-
cTponcTBa. [lo-xapakTepHUTE XMCTOMATONOMNYHU
©enesn ca npokcumarnHu TyGynHu nesmm, 4eno3nTu
OT LMCTUHOBW KPUCTamnu B UHTEPCTULMYMA U NoJo-
unTHUTe, hoKanHa u CerMeHTHa rnomepyrnHa ckne-
po3a, BoAella Ao npoTtenHypus [31].

KnuHnyHaTta npeseHTaums BKIOYBa Monuypus,
nonuauncusi, NoBpbLLaHe, NUMNca Ha aneTuT, 3arek,
HanpegHana 6bOpedHa HegocTaTbyHOCT. [euara
Ca C HUCbK PBCT, MMaT €HAOKPVHHU HapyLleHUs U
OYHM aHoManuu: ¢oTodobusi, Gnedapocnaswvm,
JenurmeHTauus Ha nepydepHata peTuHa, crienoTa
B 10-15% ot cnyyauTte [32].

[vrarHosata ce noctaBs Ype3 U3cneaBaHe HMBOTO
Ha UMCTVMHA B NEBKOLUMTUTE M Ypes3 npoBexndaHe Ha
reHeTM4eH aHanu3. B nogkpena Ha uMCTMHO3aTa ca
YCTaHOBEHWTE ENEKTPONUTHMN HapyLLEHUS — XMMOKa-
nvemusi, xvnodpocpateMusi, XMNOKanUMeEMMs, Xuro-
HaTPUEMMUST N HUCKN HMBA Ha OUKapOHaTWU. YPUHHUSIT
aHanu3 rnokasBa HWCbK OCMOAPUTET, THOKO3ypUs,
TyOyrnHa npotenHypusi, cbocdaTtypusi, Kanuuypus u
BukapboHaTypus. Exorpadmsata Ha 6vbpeum Busya-
nvavpa HedppokanumHosa.

JleyeHreTo BKIMOYBA paHHO MPUIIOXKEHUE Ha Me-
OVKaMeHTa LMcTeaMuH 3a pedykumst Ha LMCTUHOBUTE
HMBa B KnetkaTa, peHanHa npotekums ¢ ACE nHxu-
OUTOPK, KOPEKUMSI Ha ENEKTPONUTHUTE HapyLUEHUS U
Bb3CTaHOBsIBaHe Ha BogHus 6anaHc [33, 34]. brbpey-
HaTa TpaHcnnaHTauus gaea nobpu pesynrarti npy na-
LIEHTUTE C UMCTMHO3a, Thil KaTo TyOyrNHOTO yBpexaaHe
He ce nosTaps npu rpadTa.

HE®POHO®TU3A

HedpoHodTnzaTta e psigko reHeTUYHo 3abonsiBa-
He C aBTO30MHO-PELIECVMBHO YHacreasBaHe, C YecTo-
Ta 1:50 000 gywwn. OnuncaHa e 3a nbpeu MbT oT Guido
Fanconi, weenuapckn neguatbp, npe3 1951 r. Kna-
cudmumpa ce kato mMedyrapHa kuctmyHa GbbpedHa
fonect. Xapaktepusumpa ce ¢ oopMmMpaHe Ha KACTU B
KOPTYKOMEYIapHOTO CBbp3BaHe, TyOymnHa atpodns n
WHTepcTuumanHa dounbposa. HedpoHodTM3aTa e eaHa
OT HaW-4eCTUTE TEHETUYHM MPUHYMHM 3a TepMUHanHa
©bbpeyHa HegOCTaTbYHOCT NpU AeLaTta u nogpacTea-
wmTe [35]. 3abonsiBaHETO Ce OTHACA KbM LiMnMonaTum-
Te N ce MaHUgeCTpa C orpaHNYeH KOHLIEHTPaLMOHEH
KanaumTteT Ha ObbpeunTe B paHHa [OeTcKa Bb3pacT.
XapakTepHu CUMNTOMM ca MOonuypusi, MOnuauncus,
nepcucTMpalla eHypesa, XWNepToHWUsi, aHeEMMS, W3-
ocTaBaHe BbB (m3nyeckoto passutne. Morat ga ce
HabnogaBaT M ekcTpapeHanHu MaHudecTauum Kato
CUTYC WHBEp3yC, YepHogpobHa ¢ubposa, nuMrmeH-
TEH PeTMHWT. [uarHosaTta ce OCHOBaBa Ha KrWMHWUYHA
KapTvHa, aboomuHanHa exorpadums Ha Obbpeun n
reHeTuyeH aHanua. JleyeHneto BkNOYBa CpeacTBa 3a
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KOHTPON Ha XMNepToHusATa U aHemusiTa, 6bLOpeyHo-
3aMecTuTenHa Tepanua ¢ xemogmanunsa n 6ubpedHa
TpaHcnnaHTaums.

3AKNIOYEHUE

HabntogeHneTo 1 nevyeHmeTo Ha bonHuTe ¢ pea-
KM reHeTUYHU CMHAPOMK TpsibBa Aa ce OCbLUECTBS-
Ba OT MynTuaucuunnMHapeH ekun. Heobxoguma e
MHOro gobpa konabopauus mexgy ofLonpakTu-
KyBallM nekapuv u KIMHU4YHM cneyunanuctu [36]. B
CrnyyanTe Ha YCTaHOBEHa peHarnHa yBpega AvHa-
MUYHUAT KOHTPON Ha 6bOpedHaTa yHKUMSA, KaKTo
N NPOBEXOAHEeTO Ha akTMBHA pPeHoMnpoTeKuusl ca
OT CbLUECTBEHO 3HAYeHME, C orneq NpeBeHuus Ha
nporpecusita Ha Xb3 npu Tasu rpyna naumeHTu.
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