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CnapkoBuii aHrioHeBpoTuuHuii Ha6psak (CAH) e reHeTUMHUM 3AXBOPIOBAHHSM 3 AYTOCOMHO-AOMIHOHTHUM TUMOM
nepepaui, B 6inbliocti BUnagkis saymoBneHnuii pediumurom iHriitopa C1 (C1-INH). Ana nauieHTiB xapakTepHi
peunamBylodi HA6PAKU NIJLIKIPHOT KNITKOBUHU TA CIM30BUX OB6O0NIOHOK 3i 3MIHHOIO TSXKKICTIO TO BiKOM NepLuoi noseu
cumnTtomiB. Y noHapg 50% nauieHTiB nepwi npoaeu CAH cnocrepiraiorbca Ao 10 pokis. BinbLiictb focnigkeHb HOBUX
mertopais nikysanHa CAH npoBopauTtbecs cepep gopocnux, i BignoBigHo HOBI Npenaparn He CXBAIOIOTbCS
perynsaTopHMMM OPraHAMM AJis 3aCTOCYBAHHA Y AiTtei. B octaHHi poku nikyBanHa CAH y gite# i nigniTtkiB gocarno
neBHOro Nporpecy, ane u Aoci icHyloTb Nepewikoau Ansa npodinakTMuHoi Tepanii y Aitei monopLworo BiKy.

CAH € reHeTUIHUM 3aXBOPIOBAHHSM 3 i30-
JIbOBAaHUMU (6€3 KPOITUB SIHKI) CaMOOOMEXEHU-
MM PELIMIMBYIOUMMU €MTi301aMU HAOPSIKY II0O0-
KUX IIapiB IIKipY Ta CIU30BUX 00OJOHOK, IO
Haifuacrilie mposIBISIEThCSI HAOPSIKOM KiHIIiBOK,
0011yus, ryo, 131Ka, CTaTeBUX OPraHiB, KAIIEeY-
HMKa Ta BEpXHiX AUxaJbHUX IUISIXiB [1]. TpaH3u-
TOPHI HaOpSIKYW 3a3BWYali TPUBAIOTh 2-5 THIB
31 3HAYHOIO BapiabesTbHICTIO 32 TSLKKICTIO Ta yac-
TOTOIO: Bill iHBATIM3YIOUMX IIOTVKHEBUX 10 JIET-
KX TTOOMMHOKMX Ha PiK aTak, y AeSKUX Malli€H-
TiB CUMITOMMU BifcyTHi [1]. Y GinbloCTi XBOpUX
migrun CAH nos’g3anmii 3 nedimmrom C1-INH
(HAE-C1INH), ne0toT 3aXBOproBaHHSI TPUIIANAE
Ha 10 pokiB [2], IpoTe CUMITTOMM MOXKYTb 3’SIBH-
THUCS i B paHHBOMY Billi, BKJTIOUAIOUU TIpeHaTaTb-
Huit nepiox [3].

Po3po0iieHHs1 HOBUX IipenapariB J1s JIiKyBaH-
Hst CAH cnipusiio 3HMXKEHHIO CMEPTHOCTI Ta 3a-
XBoproBaHocTi. [1pore, He3BaXkarouu Ha iCTOTHUIM
MpOrpec, BIIMB HOBUX METOIIB JIiIKyBaHHSI Ha Be-
JIEHHS JiTeil oOMexeHuit [4, 5] 3 ooy Ha Te,
1110 OLTBIIICTD HOCTIIKEHb TPOBOIUTHCS CEPE
JIOPOCJIMX MALli€HTIB.

ITpu BeneHHi aiTeit HEOOXiIHO BpaxoOBYBaTU
MOTpeOU K caMoi IUTUHU, TaK i ii 0aTbKiB/OITi-
KyHiB. OcCTaHHi BimirpaloTh KJIOUOBY pPOJib
B amanTalii IMTUHU 10 XBopobu [6]. [TuTaHHs
HeBU3HAUEHOCTI niarHosy, Biactuse CAH, BBa-
JKA€ThCS OLTBIT OOTSKIMBUM, HiX (i3UdHi Ipo-
SIBU 3aXBOproBaHHS |7, 8]. Bimomo, 1110 Henpu-
XWJIBbHICTb J10 JIIKyBaHHSI MOTIipIIYE SIKiCTh XXUT-
11 (A2K) mopocaux XBopux, i MOXKHA TTPUITYCTHU-
THU CXOXWUIA HeraTUBHUI BB Ha A2XK miteii.

Mamodizionozia ma giaznocmuka

HiarHo3 HAE-CI1INH minTBepmIKyeThcs Ha-
SIBHICTIO KJIACUYHUX KJIiHIYHUX CUMIITOMIB,
OOTSKEHUM CiMEMHUM aHAMHE30M i 3HUXKEHUM
piBaem C4 i C1-INH y mmasmi kposi [9, 10].
VY 6inbuiocti (85%) XxBOpUX 3i 3HUXKEHUM BMic-
toMm C1-INH (<50% HOpMmU) peanisyerbest 1 Tum
CAE-CI1INH, 3ymoBneHuii iecheKTHUMU MyTa-
mistmu y reHi SERPING1, mo konye C1-INH,
sIKi mopy1ytoTh ioro cekpeito [11, 12]. YV 15%
BunankiB po3BuBaeTbesd 2 Tun CAE-C1INH,
3a sgKoro ¢pyHKuioHanbHO nedektauit C1-INH

HaKOMUUYYETHCS B IIa3Mi Y HOpMaJibHilt abo
BUCOKiil KoHUeHTpauii [13]. He3Baxawuu
Ha ayTOCOMHO-IOMiHAHTHUH TUTI YCTIaIKyBaH-
Hsl, 5-25% BUMAIKiB COpUYMHEH] de novo MmyTta-
uisgmu B redi SERPING 1. HopmanbHuii BMicT
C1-INH He Bukitoua€e nomiibHOCTI HOTO BU3HA-
YeHHSI 32 HAsIBHOCTI KJIiHIYHUX O3HAK i BiMo-
BiTHOTO CiMeiHOTO aHaMHE3Yy.

3rigHo 3 MiXKHAPOAHUMM PEKOMEHIALISIMU,
1uts1 Bepudikauii CAE-C1INH crin aivi (3 iHTep-
BasioM) BuMipsTu piBeHb C4 i C1-INH y mepion
pewmicii [11, 12]. 3a HasIBHOCTi HEY3rOKEHUX pe-
3yJIBTaTiB a00 y AiTel BiKoM 10 1 pOKy AiarHOCTHY-
HY LiHHiCTb Ma€ aHati3 reHa SERPING1[2]. Y na-
LIIEHTIB 3 MaHiecTalliero 3aXBOPIOBAHHS MiC/IsI
40 pokiB 3a BiICYyTHOCTi CiMeifHOTO aHaMHe3y
nudepeH1iitHa AiarHOCTHKa Ma€e BKIIIOYaTH Haly-
Tt nedimmr C1-INH.

YV XBOpUX 3 TUTIOBUMU TIPOSIBAMMU, aJie HOP-
MajapHUM piBHeM C1-INH, BCTaHOBIIOIOTH [i-
arHo3 CAH 3 nopmansHum piBHem C1-INH
(HAE-nl-C1INH), paniuie Binomuii ik CAH 3
tury [14-17]. TopisusHo 3 HAE-C1INH, mpu
HAE-nl-C1INH Bin3HauatoTh mi3Hilumi ae010T
(6mu3bpK0 20 pOKiB), HEIMOBHY ITEHETPAHTHICTh
y YOJIOBIKiB i MPOBiIHY POJIb €CTPOTEHIB SIK TPU-
repHoro ¢akropa atak y XiHok [16, 17].
Haitvacrimre npuunnoo HAE-nl-C1INH € my-
Tauii B reHi F12, mo xonye XII ¢paktop 3ropraH-
Hs xkpoBi (HAE-F12) [13]. Bepudikamis
HAE-F12 rpyHTyeTbcsl Ha BUSIBJICHI IMaTOreH-
HUX MyTaliit B 9 ex3oHi F12, Toxi K y Tua3mi
KPOBi IIMX MAIIiEHTIB HE BCTAHOBJIEHO OYIb-STKMX
aHoMauiit XII ¢dakropa. Onucani acowiarii
HAE-nl-C1INH 3 pinkicHIMu MyTaiissMu B iH-
IIKX JIOKycax, 30kpema reHax ANGPTI [18],
PLG [19], KNG1 [20], MYOF [21] Ta HS3ST6
[22]. He pexoMeH10BaHO PYTUHHO NOCTiIKYyBa-
TU 11i BapiadTy [13], 3a BUHITKOM MyTaiii PLG
(p.Lys330Glu), mommpeHux cepen 0araTbox
eTHiuHux rpyn [17]. BincyTHicTh maTOreHHUX
MyTalliif B 9 ek30Hi F12 € MincTaBoIo AJ1s MOy -
Ky 3MiH y reHi PLG.

Nikysanng CAH
Posyminns natodizionorii CAH 1 i 2 Tunis
3a0€3IMeYnyI0 po3pO0IeHHS GBI CIeLIM(pITHNX

Ta e()eKTUBHUX MeTOMIB JikyBaHHs [1]. Lli Me-
TOJIU CXBAJIEH] Y IESIKUX KpaiHax Uil TOPOCITUX,
MiANITKiB Ta, B OKpEeMUX BUIAAKaX, HiTei
(tabn.). Brim, nani momo ecdeKTUBHOCTI Ta 6€3-
MeKH, a TAaKOX BilMOBiAHI peKOMeH ALl 3a1u-
aThCcss oOMexXeHuMmu [2, 23, 24]. Iinxin
1o tepamnii CAH y niteit BKiItovae JiKyBaHHSI
FOCTPUX HamaiB, KOPOTKOYACHY MPODiIaKTUKY
(KYIT) ta rpuBany npodinaktuxy (TII).

AikyBaHHs HanaaiB CAH

PanHe nikyBaHHs HamaaiB peKOMEHAOBaHE
JIJIST BMEHIIIEHHS 1X TSKKOCTI, TPUBAJIOCTi, pO3-
BUTKY YCKJIATHEHb i 3HUXKEHHS pUBUKY CMEPTI,
a TaKOX YaCTOTH rocriTaiizaniii [25]. Tomy ma-
LiEHTaM/OTIiKyHaM CJTiZl HaBUYaTUCSI CAMOCTIITHO
BBOJUTHU PEKOMEHIOBaHi mpemapatu [25].
[lepeBara HagaeThcs 3aco0aM, CXBAIEHUM IS
BUKOPUCTAHHS B JOMAIITHiX YMOBaXx, 3 METOIO
nokpateHHs 12K Ta 3MeHIIeHHsI Trapst 3axXBo-
proBaHHs [1, 26-28].

C1-inribitop, orpuManuii 3 miasmu (pdCl-
INH), nnist B/B BBeneHHS 3apeKOMeHIyBaB cede
SIK Oe3MneyHMil Ta epeKTUBHUI 3acid y €Bporri,
30KpeMa, I03BOJICHUI 10 3aCTOCYBaHHS y BariT-
HUX i HeMOBJIAT. PexoMeH10BaHa 103a s malti-
€HTIB ycCix BiKoBUX rpyn ckinanae 20 OO/kr [29-
31]. dikcoBane nozyBaHHs (10 OJI/Kr) MeHII
e(eKTUBHE, IEKOJM MOTPiOHE MOBTOPHE BBE-
NeHHS TIpY JJapMHTeaIbHUX Haraznax [29, 30, 32].

Pexom6inanTHuit C1-inri6itop (rhC1-INH)
IUIS1 B/B 3aCTOCYBaHHS TaKOX e(peKTUBHUIA, OJ1-
HaK Ma€ KOPOTIIWI Mepioa HamiBBUBEACHHS
Ta moTpebye BuIoro mozyBaHHs (50 OJI/Kr)
[33]. Cnig yHMKaTH 10TO BUKOPUCTaHHS 3a Ha-
SIBHOCTI ajieprii Ha KpoJiB. BikoBi oOMexXeHHs
Pi3HATBCS: B OAHUX KpaiHax rpermapar MoxHa
BUKOPHUCTOBYBATH Yy Malli€HTIB >12 poKiB, B iH-
mmx — >2 pokis [32, 33].

[HribiTop KamikpeiHy UIs 11/11 BBeIEHHS eKa-
JTaHTU e(heKTUBHUIM Y MiMTITKIB 1 JOpOCIUX, TTPO-
Te uepe3 pu3rK aHadinakcii (~3-4%) He peKOMeH-
JIOBaHUI JI7I1 CAMOCTIiITHOTO 3aCTOCYBaHHH [2, 32].

AHTaroHicT peuenTopiB OpaauKiHiHY IJIsI
T1/11 BBEACHHST iKAaTUOAHT CXBaJICHUN Y Pi3HUX
KpaiHax JJisl JIiTeil BiKkoM >2 pOKiB i JOPOCIIHUX.
Ho3yBaHHs 1 miteit craHoBuTh 0,4 Mr/KT [34,

Tabnmus. Mpenaparu ans HesigknagHoro nikysaxHs, KMM ra TN npu CAH y pitei

Mpenapar

Anpporenu (saHason,
OKCAHAPOIOH,
cTaHosonon)

He pexomeHgyerbcs

AxTHdibprHOniTUKM
(rpanexcamosa kucno-
TQ, eNCUNOH AMIHOKQ-
NpoHoBA Kucnota)

He pekomeHpyeTbea

FocTpuit Hanap

K4n

YHukaTH 3acTocyBaHHS

10 mr/kr Macv Tina Ha goby nepopanbHo

1a <200 mr/poby pns paHasony

3a 5 ais po Ta 2-3 gHi nicns npoueaypu/ Tpurepa

He pekomeHayetbea

He pekomeHgyeTses

He pekomeHpyetses

K4 Hegocryni

bepotpancrar He cxsaneHo
CxBaneHo B geskux KpaiHax ana aitei sikom >12 pokis
Exanaxmip 30 mrn/w
CamocTilHe 30CTOCYBAHHS He AOMYCKAETbCS Yepe3 aHadinakcito
Moxe BuKOpUCTOBYBATMCS, SKLLO iHLII MIPENAPATA HO BUMOTY HERO-
Caixo3amopoxexa CTynHi
MNa3Ma KPOBI 10 mn/kr8/8

be3 BikoBMx 0BMeXeHb

10 mn/kr8/8

be3 BikoBMx 0BMexeHb

CxsaneHo y aeskux kpaitax ans ocib >18 pokis, B iHWwMx >2 pokis

IkatnbaHT g

<65 kr/>2 pokis
Jlanagenymab He cxsaneto
pdC1-INH 20 Of1/kr8/B
HAHOGDINLTPOBAHMI Bes sikosux obmexeHb

Hawodinstposanmin SC

pdC1-INH

rhC1-INH/konecrar
ansda

He cxsanewo

4200 Of1 >85 «r)

B/B - BHyTpiluHbOBEHHO; /11 — MIZLWKIPHO.

Kopekuis noan HeobxigHa ans nigniTkis/aitei 3 Macoto Tina

50 Of1/kr 8/, makcumansto 4200 Of (50 Of1/kr <84 «r,

He cxsaneto

He cxsaneto

20 Of1/kr 8/B (6e3 BikoBux 0bMexeHb)
3a 1-6 roamnh po npouenypu/Tpurepa

He cxsaneto

He cxsanewo

™

YHUKATH BUKOPUCTOHHS

Y pasi veobxigHocti 10 mr/kr Ha goby
nepopansHo Ta <200 mr/goby ans Aana-
30Ny nicns CTATEBOrO AO3PIBAHHS

Tpanekcamosa kucnota sig 10 mr/kr

Ha poby po 25 mr/kr Ha Aoby nepopansHo
WOAEHHO

MakcumansHa gosa 3 r/goby

CxBaneHo B feskux KpaiHax ans aire
sikom Bip 12 pokis
150 mr/goby nepopansHo

He pekomeHayerbes

Moxe BukopucroByBatues, skiLo iHwi npenapary

He pexomeHpyerbes

He cxsanexo

300 mr n/w KoXHi 2 THXHI

Yepes 6 MicawiB, KLIO HEMAE HANOAB —
300 mr koxHi 4 TXHI

>12 pokis

1000 Of y nire ikom 212 pokis
500 O y nive sikom Bia 6 go 12 pokis
8/8 1 pas Ha 3-4 pHi

60 Of/xr n/w pgivi Ha TMXAEHD
>12 pokis

He cxsanexo

NEJIATPIA

ornaa

35]. ¥ 10% nauieHTiB HasiBHa noTpeda B MOB-
TOPHOMY BBEICHHI Uyepe3 peliMIuB CUMIITOMIB.
Mo:KIMBe 3aCTOCYBaHHS JOAATKOBHUX 03 Yepe3
6 romuH micias momepeaHboro (oo 3 mo3
Ha 100y). 3a(iKcOBaHO BUCOKY ¢(DEKTUBHICTh
Ta 3aJ0BiIbHY IIEPEHOCUMICTh Iperapary, He-
3Baxkarouu Ha vacTi (97%) MicueBi peakiiii.
HemonaBHe cxBajeHHSI TeHEPUKiB 3HU3UIIO
BapTiCTh Teparlii Ta MOKpalIuIo JOCTYIT 10 Hel
y KpaiHax i3 HU3bKMM piBHEM JoxomiB [35, 36].

Y KkpaitHboMy BUMAAKY Yy OyIb-SIKOMY Billi
aJIBTEPHATUBOIO € B/B BIMBAHHS CBiXK03aMOPO-
JKEHOI TIa3MM KpPOBi, He3Baxkalouu Ha BiCyT-
HIiCTb J0Ka30BOi 023U Ta TEOPETUYHI 3acTepe-
KEHHS II0J0 MOCWICHHs HaOopsKky [28, 37].
He pexomenmoBaHe 3acToCcyBaHHS aHTU(IOPH-
HOJTITUKiB TUTTY TPAHEKCAMOBOI KUCJIOTH, eek-
TUBHICTb SIKMX € TIOPiBHSIHHOIO 3 IUIalle00 Yu
He3HayHoIo [1].

KopotkouacHa npocpiraktuka CAH

Binomo, 1110 Oyab-s1Ki MaHIMyJISIIIT Ha BEPXHIX
MUXAJBbHUX IIJISIXaX, BKJIOYAI0UM OTIepaTUBHI
BTPY4YaHHsI, CTOMATOJIOTiUHi MPOIeAYpH i eH-
JIOCKOIIi10, MOXYTh clipoBoKyBaTH Hanaau CAH
[38, 39]. 3 MeTo10 3MEHIIIeHHST pU3UKY HaOPSIKY
Ta acdikcii nmepea NoAiOHUMU MpPoOLEAYypPaAMU
pekomeHnnoBana KYII [40]. BukopucToByoTh
CBiX03aMOpPOXeHy TUIa3My KpOBi, aHTU(iOpu-
HoJliTuku, aHaporeHu ta C1-INH 3 HeonHO-
3HaYHOIO epekTuBHIicTIO [41]. Ha choromHi 30-
snotuM ctaHgaptToM KYII € BHyTpiltHbOBEHHE
BeeneHHs pdC1-INH y mozi 20 O/1/kT mpubim3-
HO 34 TOJIMHY JI0 ITPOBEIEHHS TPUTEPHOI Mpolie-
nypu [41]. [Ipote mipu hikcoBaHOMY MO3yBaHHI
(500-1000 O/I He3anexXHO Bil MacH Tijia) TSI~
ornepalliiiHi Haraau TparusiioThes Hepinko [40].
Tomy pekomeHIoBaHa n103a cTaHoBUTH 20 O /1 /KT
(Hanpukiaan, 1500 Ol mis mauieHTa 3 Macoo
tina 80 kr) [1, 11, 41, 42]. HaBitb 3a yMoBHU 1po-
BeneHHst KYIT mae OyTu 3a0e3neueHunii 1oCcTy
JIo TIpernapariB HEBiIKJIaAHOI Tepallii Ha BUMa-
IOK TIpOpUBHUX Hamamis [1, 11, 41, 42].

Tpusaaa npocpiraktuka CAH

PexomennoBani HeapmakosoriuHi npodi-
JIAKTUYHI 3aX0/I1, 30KpeMa YHUKHEHHSI BiTOMUX
TpurepiB (bi3nyHi HaBaHTaXXEHHS, TPaBMU,
cTpec, iHdexiii), xoua ix eeKTUBHICTb OOMe-
>KeHa 1 oB’3aHa 3i 3HmkeHHIM SAK [43, 44].
Tomy mokazana TII nist Hopmaizalii MOBCSIK-
JICHHOI aKTUBHOCTI Ta couiamizauii giteit [1].
PexomennoBaHa akTtyaizailist mpobiTaKTHIHUX
3aXO/IiB Mepes BaKIMHALIIEIO Ta CTOMATOJIOT Y-
HMMM TIporieaypamu [1].

Mera TI1 y piteit, K i B 1OPOCAUX, — 3MEH-
LLIEHHS YaCTOTH, TPMBAJIOCTI Ta TSLKKOCTI HaIaiB,
nokpaieHHs1 S12K [45]. Edpextusnicts TI1 He a0-
COJIIOTHA, TOMY Ma€ OyTH MOCTiliHO 3a0e3MeYeHHiA
JIOCTYTI IO TIpeTiapaTtiB HeBinKmanHoi Tepartii. Crin
BpaxXoBYBaTH BiKOBi OCOOJIMBOCTI Jlii CTPECOBUX,
TOPMOHAJIBHMX Ta iHITUX TPUTEPHUX (PAKTOPiB
i 3a motpe6u kopurysatu TI1 [1, 23, 46]. AHapo-
TeHM B UTSIYOMY Billi MOXYTb HETaTMBHO BILTH-
BaTW Ha PICT Ta MaTH iHIII MOOIUHI e(heKTH (TTOpy-
LLIEHHSI MEHCTPYaJIbHOI (DYHKILii, arpecBHA MO-
BemiHKa To1o) [23, 24, 47].

pdC1-INH 3apekomeHayBaB cede sIK BUCO-
KobOe3neuHuit Ta epekTrBHMIA 3aci6 mrs TTT [48].
PexoMengoBaHa mo3a 1Jid JAiTeil CTAaHOBUTH
20 OJ1/kT, Buma 3a ¢ikcosani no3u 500-1000 OJ1
[49]. 3arBepmxena TII mis manieHTiB >12 pokiB
y BUIIAi migmkipHux iH’exuii pdCI1-INH
o 60 OJ1/xr 2 pa3u Ha TUXKIIEHb, 1110 3a0e3neuye
MeliaHHE 3HVKEHHS YaCTOTU HamaziB Ha ~95%
[50]. 3apa3 us dopma cxBajieHa IS OiTeit
>6 pokiB [28].

OTxe, eKCTpanosLlisg TaHUX AOCTiIXEHb
dapmakoreparnii CAH Ha 1opocianx yCKIagHIOE
PpO3pOo0JIeHHSI peKOMEHIaLIii 111 AUTSYOi MO-
myssiii. OmHaK y oiTell miaTBepIKeHO 0e3IeKy
OKpeMUX Ipenaparib, 3okpema pdC1-INH.

Cnumcok nitepatypu 3HOXOAWUTLCS B peaakLii.
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