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KINHUYECKASA DOOPEKTUBHOCTDb HIPUMEHEHUA METOJA 11O
ONPEJAEJEHHUIO PACIHEIIVIEHHOI'O BBICOKOMOJIEKYJIAPHOTI'O
KHHHUHOT'EHA B IMATHOCTHUKE HACJIEACTBEHHOI'O AHT'HOOTEKA

TV «PHIIIL] 0emckoti onkono2uu, 2emamono2uu u ummyHonro2uuy, 2. Munck, benapyco,;
2Omoenenue obweti meouyunbl 20CY0apPCmMEeHHOU YHUBECPCUMEMCKOLL
Kkaunuxu um. Jhyuooscu Cakxo, e. Munan, Umanus

Hacnencteennsiit anrnoorek (HAO) — opdanHOe reHEeTHUECKH JIEeTEPMUHHUPOBAHHOE 3a-
OosieBaHMe, COMPOBOXKIAIOIIEECS OTEKaMH pa3audHoil nokanu3zanuu. HAO noapasnensior Ha
nse rpynnsl: HAO ¢ nedunmrom Cl-uarnbutopa m Ha HAO 6e3 nedunura Cl-unrudburopa.
JIJ11 TOCTAaHOBKHU JMarHo3a OCHOBHBIMU IOKa3aTeNIMU SIBISIOTCSA: onpeaeneHue yposus Cl-
UHTUOUTOpa, ero (yHKIIMOHAJIHHOW aKTUBHOCTH M KOMIIOHEHTa CHUCTeMbl komruiemMeHTa C4.
OpHako 3TH MOKa3aTeau IPUMEHUMBI He BO BCeX CiIydasx, Hanpumep, y nanuentoB ¢ HAO 6e3
neduiuta C1-MHrHOUTOpa OHU OCTAIOTCS B JUAra30He HOpMaIbHBIX 3HaueHul. [lepcrekTus-
HBIM UHCTPYMEHTOM B AuarHoctuke Bcex ¢popm HAO siBnsieTcs onpeneneHe paciienjieHHOro
BbICOKOMOJIEKyIsipHOTO KuHHHOTeHa (BMK), koTOpoe naxke B peMHUCCHU OKHUIa€TCs 3aBHIIICH-
HbIM Kak y nanueHToB ¢ HAO u nedumnurom Cl-uHrudurtopa, Tak u y nmarueaToB ¢ HAO 6e3
nedpuruta Cl-unrubutopa. Llenbio JaHHOTO HCCNEAOBaHUS SIBUIOCH OINPENEIUTh KIMHUYE-
cKy10 3((HeKTUBHOCTH MPUMEHEHHS METOIa IO orpeneeHuo pacueriennoro BMK B nuarso-
ctuke HAO. Jlng ananusa qaHHBIX, BEIOOPKY MAIlMEHTOB pa3[euii Ha JBe rpynnsl. [pynmna
Nel (100% pacmienienne BMK): 27 nanueHToB, U3 KOTOpPBIX ¥ 19 B HiccnenyemMbIx pernoHax
BBISIBJICHBI HapylieHus, accoruupoBanubie ¢ HAO, y 8 — He BoisBneHo. ['pynma Ne2 (ue 100%
pacuieruienne BMK): 13 manueHTOB, 13 KOTOPBIX Y | B HCCIeIyeMbIX PETHOHAX BBISIBICHO Ha-
pyuenue, accoruupoBanHoe ¢ HAO, y 12 — He BoisiBiieHO. [lonydyeHHbIe JaHHBIE 1€MOHCTPHU-
PYIOT IIpHeMIIEMbIe Pe3yIbTaThl MPUMEHEHUS METOo/Ia TI0 ONpeAeNieHuIo paciieruieHHoro BMK
B J1a0OpaTopHOM MpakTuke nmpu quaraoctuke HAO.

Knrwouesvie cnosa: nacneocmeennwiti aneuoomex, Cl-uneubumop, Becmepu-onommune,
sbicokomonekynapHult kununoeen, SERPING 1

Beeoenue npenaparsl, aJpeHalIruH U Jp.), IpUMEHsIeMOI
JUId JIEYEHUS TALUEHTOB C AHTMOOTEKaMH,
BBI3BaHHBIMM IIPOBOCHAIUTEIbHBIMU MEANA-
TOpaMH aKTUBALIUU TYYHBIX KJIETOK, a TpeOy-

HacneactBennsiii anrmoorék (HAO) —
pelnkoe TeHeTHYecKoe 3a0oJieBaHHE C ayTo-
COMHO-JIOMHHaHTHBIM THIIOM HacJeIOBaHUs,

XapaKTePH3yOIIeecs petyBHpytomm 10T JPYTOM, MaTOTCHETHYECKH 000CHOBAHHOM
OTEKOM B Pa3IMYHBIX YacTAX Tela, BKIroyas  1CPalldi [1].

o
KOHEYHOCTH, JIMIIO0, TOPTaHb U Ap. KiroueByto B 99% Bcex ciyuaes HAO cBsiza ¢ Heqo-

pOJIb B Pa3BUTUU @HTMOOTEKOB IPU 3TOM 3a- CTAaTOYHOCTBHIO CI-I/IHFI/I6I/ITOpa, BBbI3BaHHOU
00JIeBaHuu Urpaer 6paI[I/IKI/IHI/IH, IMO3TOMY HaJIMYHUEM ITaTOTCHCTHUYCCKUX aJlJICIIBbHBIX Ba-

anruooTeku y nanuentos ¢ HAO ue uysctBu-  pHaHTOB B reHe SERPING 1, KOTOpBIA KOAUpy-
TEJbHBI K CTaHAapTHOM Tepanuu (cucremuble €T Oenok Cl-uarmburopa (OMIM #606860)
DIIFOKOKOPTUKOCTEpouabl, antuructamuunbie  [2]. HAO BBuay nedunura Cl-unruburopa

Meouko-6uonocuueckue npobnemwl xcuznedesmenvhocmu. 2023. Ne 2(30) 23



UE. I'ypvanosa, E.A. [lonakosa, K. Cygpgppummu u op.

MOJAPA3CNAIOT HAa JBa THUIA: KOJIMYECTBEH-
ueiit gepunut Cl-uarunouropa (HAO tum I) u
¢ynkunonanbHbIil gepuuur Cl-unrudburopa
(HAO tun II). IIpu naGoparopHoil AMarso-
ctuke HAO B kadecTBE CKPUHMHIOBOIO Te-
CTa MCHONb3YIOT ONPEIEIIEHUE KOJIUMYECTBA
KOMIIOHEHTa cucTeMbl koMiuieMenta C4, ypo-
BEHb KOTOPOTO, KaK MPAaBUJIO, Y MAIUEHTOB C
HAO BBuny npedunmra Cl-unruburopa ne-
TEKTHpYeTCsl CHUKEeHHBIM Ha 50% u Gonee ot
HIDKHEH TPaHULBI HOPMBI. 3aT€M BBINOIHSIIOT
YTOUHSIOIIUE TECTBI: ONPEACIECHUE KOJIUYe-
ctBa C1-uHruOUTOpa U €ro (PyHKIUOHATBHOM
akTuBHOCTH [3]. YpoBenp Cl-unruburopa B
ceiBopoTke KpoBu npu HAO tun I cHuxen
npubnusutensHo Ha 50% OT HMXKHEro mo-
pora pedepeHCHBIX 3HaYeHUI. Y MalMEeHTOB
¢ HAO tun II ypoenb Cl-unruduropa mnpu
71a00paTOPHBIX HMCCIEIOBAHUSAX ONpEAesIeT-
csl B mpefeniax peepeHCHBIX TPAHUI] WK Ke
HaOIoaeTcs MOBBIIIEHUE YPOBHS B 2-3 pa3a
[3]. YpoBeHb (GYyHKUIMOHAIBHON AKTHBHOCTH
Cl-unruburopa cocrasnser menee 40% kak
y nanuenToB ¢ HAO tun I, Tak n y maunueHToB
¢ HAO tun 11 [3].

Oxono 1% Bcex cimyyaeB NPUXOIUTCS
Ha manueHToB ¢ HAO 6e3 aedurura Cl-
uHruouropa (npubnuzurensbHo Beero 700 ue-
JIOBEK B MUPE), KOTOPbIE KJIACCUPHULIUPYIOTCS
OTHOCHUTEJIBHO ACCOLMMPOBAHHBIX HapyIle-
HUW B IIeCTH pa3nuyHbIX TeHax (F12, PLG,
ANGPTI, KNGI, MYOF, HS35T6) u na HAO
HEU3BECTHOIO MpoucxoxjaeHus [4]. Y namu-
enroB ¢ HAO 6e3 geduuurta Cl-unuburopa
HCIIOJIb30BAaHUE TECTOB I10 OIPENEICHUIO KO-
JIMYECTBA KOMIIOHEHTA CHCTEMbl KOMILJIEMEH-
ta C4, Cl-uanburopa i GyHKIHOHATIBLHON
aktuBHOCTH C1-uHrubutopa B 1abopaTtopHoi
JIMAarHOCTUKE He MO3BOJIIET NOATBEPAUTH JU-
ar’Hos, BBUAY TOT'O, YTO BCE 3TU I10KA3aTENIN
HaXOAATCA B JMAlla30HE HOPMAJIBHBIX 3HAYe-
Huii [3]. B 3TOM cityyae, MONEKyIsIpHO-TeHe-
THUYECKHE UCCIICIOBAaHUS SBIISIIOTCS Haubosee
YacThIM HHCTPYMEHTOM IIPH [TOCTAHOBKE JHa-
rHo3a. Hecmotpst Ha TO, 4TO M3BECTHO IIECTH
pa3IUYHBIX T€HOB, TOJIBKO B reHe F'/2 1 reHe
PLG accouuupoBannsie ¢ HAO amienbHbie
BapUaHTBl IOBTOPSIOTCS B PA3HBIX CEMBSAX
B pa3HbIX CTpaHax. B mjureparype omucano

186 cemeii ¢ FXII-HAO, Bce amieiabHbIC Ba-
PUAHTHI IETEKTUPOBAHBI B 9-OM 3K30HE, MpHU
aToM B Oonee 95% ciydaeB METEKTHPOBAHO
Hapymenue p.Thr328Lys, a B ocraBmmMcs
IIPOLIEHTE MPEACTABIEHBI €Ie TPU Hapylle-
Hust (p.Thr328Arg, ¢.971 1018+24del72 u
p-Pro298 Pro303dup) [4]. Otu HapymieHus
MOBBINIAIOT  BOCIPUUMYUBOCTD  ayTOAKTH-
Baiuu npodepmenta FXII, uto mpuBoaur k
Ype3MepHOI akTHBalMK U 00pa3zoBaHUIO Opa-
JUKWHUHA 4Yepe3 KUHUH-KAJUTMKPEHHOBYIO
CUCTEMY, U TaKKe MPUBOJAT K YCKOPEHHOM
akTuBauu (paxropa cBEpTHIBaHUs KpoBU XII
mnasmuHoMm [5]. Uto kacaercs PLG-HAO,
10 y 146 manuentoB u3 I'epmanuu, Ppan-
uuu, bonrapuu, Mcnanuu, CIIA u Anonuu
JETEeKTUPOBAHO E€AMHCTBEHHOE HapyIIEHUE
p.Lys330Glu, xotopoe pacmonoraercs B je-
BATOM 3K30HE reHa PLG [4]. lanHoe Hapy-
[IEHWE TPUBOAUT K CHHTE3y abeppaHTHOTO
IUTA3MUHOTEHA C 0oJiee JIIMHHBIM TEPUOIOM
noaypacnaza [6].

[IpoTeonn3 BEICOKOMOJIEKYIISIPHOTO KUHU-
HoreHa (BMK) ¢ nomoiipio akTuBHOU MpoTe-
WHKHHA3bl A TIPUBOIUT K OOpa30BaHUIO pac-
miermieraoro BMK. Takum o6pa3om, ormpe-
nenenue pacmerienHoro BMK  cunraercs
MHOTOOOEMIAIONMM KOCBEHHBIM MapKepoM
BBICBOOOXK/ICHUSI OpaJlMKUHUHA W TIOCIETY-
IOIIEeN aKTUBAIlMU KOHTAKTHOW CUCTEMBI, YTO
SBJISICTCSI OCHOBHBIM MEXaHM3MOM BO3HHUKHO-
BeHus npuctynoB HAO [7]. B uccienoBanusix
3a 2014-2020 rr. moka3aHo, 4TO YpPOBHH pac-
nieruieHHoro BMK Beilie mo cpaBHeHUIo ¢
KOHTPOJbHOM Tpynmnoil y manueHtoB ¢ HAO
U B PEMUCCHH, U e11e 0ObIlie TOBHIIIAIOTCS B
MoMeHT mipuctyna [7]. [Ipu aTom, ypoBHH pac-
nieruieHHoro BMK onpenensinyics noBblmieH-
HBIMU Kak y manueHToB ¢ HAO ¢ gedunmrom
Cl-unruburopa, Tak u y namuentoB ¢ HAO
6e3 nedunura Cl-unruduropa [7]. Cnenosa-
TEJIbHO, MPUMEHEHUE METO/a IO OIpenaese-
Huto pacuierienHoro BMK moxet ObITh T0-
ne3HbIM OromMapkepoM B muarnoctuke HAO.

Ienv

OnpenenuTh KIMHUYECKYIO 3P (PEKTHB-
HOCTb IPHUMEHEHHUs METOJa IO OIpesele-
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HHUIO PpacliCllJICHHOI'0O BBICOKOMOJICKYJIAP-
HOT'O KMHHMHOI'€CHA B AHMArdHoCTHKC HACJICO-
CTBCHHOT'O aHI'MOOTCKa.

Mamepuan u memoowvt uccnedoeanusn

B wuccnenoBanue BKJIIOYEHBI 38 maIu-
€HTOB, HANpaBJICHHBIC 332 KOHCYJbTAlUCH B
Lentp nerckoit OHKOJOTUM, T€MATOJOTUU U
UMMYHOJIOTHH TI0 IPUYHHE HAINYHUS B aHAM-
HE3¢ PEIUJIUBUPYIONINX aHTHOOTEKOB, W JIBA
OCCCHMIITOMHBIX ~KPOBHBIX POJCTBCHHHKA
MAIICHTOB C TEHETHYECKH ITOITBEPIK/ICH-
HeiM HAO. Bcem mnanuentam (n=40) BbI-
TIOJTHSUTM  MCCJICIOBAHUS TI0 OMPEIeTICHUI0
KOMIIOHEHTOB CUCTeMbI KomiuiemeHTa C3 u
C4, Cl-uaruburopa, pacmerieaHoro BMK,
aJuleNibHbIX BapuaHT B reHax SERPINGI, F12
u PLG. Bcem nanueHTam jedeHue U npodu-
JIAKTHKa MPUCTYTIOB HE MPOBOAMIIACH HA TPO-
TSOKEHUU KaKk MUHUMYM JIByX Henenb. Bee na-
IIUEHTHl HAXOAUIUCH B PEMUCCUHU HA MOMEHT
B3sTHsI 00pa3noB kKpoBu. MHPpOpMHUpOBaHHOE
coryiacue MOJMy4YeHO Y BCEX MalMeHTOB W/WIH
WX O(UIIHATHHBIX ONEKYHOB.

OmnpeneneHre KoIMYecTBa KOMIIOHEHTOB
cucteMbl komruiemeHnTa C3 u C4 BbINIOIHSIIA
C TPUMEHEHHUEM TYpOMIUMETPHYECKOTO Me-
Tofa. [lyst fTaHHOTO TECTa UCMONb30BAIU IPO-
OWpKH, COJEpKAIINe AHTUKOATYISIHT JHTHN
renapud. MccnegoBanusi mpoBOAMIN C HC-
nosik3oBanueM HabopoB Complement C3, C4
(Abbott, CIIIA) na nmpubope Konelab Primer
601 (Thermo Scientific, CILIA).

KonmuuectBo Cl-unrubutopa mnoxacuu-
THIBAJIM B CHIBOPOTKE KPOBU Ha CIIELUATH3U-
POBaHHOM KOMIIAKTHOM aHaju3atope Dade
Behring BN ProSpec (Siemens, ['epmanms)
He(eIOMETPUUECKUM METOIOM C HCHOIb30-
BaHueMm Habopa N Antiserum to Human Cl1-
Inhibitor (Siemens, ['epmanus).

Omnpenenenue pacuiersienHoro BMK Bbi-
MIONHSUTK B TUIa3Me KPOBU MeToqoM Becteph-
OJIOTTHHT, AJISi JAHHOTO TECTa KCIOIb30BAIH
MPOOUPKH, COIEpIKAIINe AHTUKOATYIISHT IH-
tpar Harpus win K2 EJITA. Mccnenosanue
BBIMOJTHSUTA ~ TTOCPEICTBOM ~ BEPTUKAIBHOTO
anextpodopesa B 4% u 9% mnonuakpumamuI-
HOM TeJIe, IEPEeHOC OCITKOB ¢ refisi Ha MeMOpaHy

OCYIIECTBIUTM MPH TIoMoIM mpudopa Trans-
Blot Turbo Transfer System (Bio-Rad, CIIIA).
Ornpenenenre ajiebHBIX BapHaHT BCEX
AK30HOB Y MPUJIETAIOIINX K HUM CIUIAC-CalT
peruonoB reHa SERPINGI, neBatoro sK30-
Ha reda FI2 u nessitoro ’k3oHa reda PLG
OCYUIECTBIISITA METOAOM aBTOMAaTH4Y€CKOTO
cekBeHnpoBanusi o CeHrepy Ha reHeTHdYe-
ckoM ananmmzarope 3500 Applied Biosystems
(Thermo Scientific, CIIIA) ¢ ucnonab30BaHH-
em Habopa BigDye™ Terminator v3.1 Cycle
Sequencing Kit (Applied Biosystems, CIILIA).
KpymnHble MONOMKH ONPEeNsiii METOIOM
MYJBTHIICKCHON TMpo0a-3aBUCUMON JIHMra3-
HOW peaklMy Ha TEHETHYECKOM aHaJIN3aTope
3500 Applied Biosystems (Thermo Scientific,
CIA), ucnionb3yst Habop pearentoB SALSA
MLPA Probemix P047 (MRC Holland, Hu-
JIepJIaH/Ibl ), BKIIOYAIOIIETO OJTUTOHYKJICOTH/I-
Hble 30Ha6I st TeHa SERPING! wi rena F12.
UccnenoBanre HEOOXOIUMBIX PETHOHOB B Te-
Hax F'/2 n PLG BBIIOIHSAIY TOJIBKO TEM ITAIIH-
SHTaM, Y KOTOPBIX HE ObLIO BBISBJICHO ITaTOTe-
HETHYECKOTo HapyuieHus B rene SERPING].

Pezynomamut uccneooseanun

Menuana Bo3pacta NalMeHTOB HA MOMEHT
B3SITHS OMOJIOIMYECKOTO MaTepuaia COCTaBH-
na 31 ron (muanazon: 2-70 neT), 27 manueHToB
*eHckoro nona (67,5%) u 13 nauueHToB Myx-
ckoro nona (32,5%), 19 manuentoB (47,5%)
VMMEJIA TOJIOKUTEIbHBIA CEeMEHHBIN aHaMHe3
MO PEIUIMBUPYIOUINM OTekaM. MenuaHa BO3-
pacTa Ha MOMEHT IepPBOTO OTeKa cocTaBuia 15
neT (nuamnasoH: 3 roga —45 nert). Y 27 nanues-
ToB (67,5%) BbIsIBIEHO pacmiernsieane BMK B
3nauennu 100% (pucyHoxk 1).

I'pynna Nel. Ilpu nocnenyromem Mo-
JEKYSIPHO-TEHETHYECKOM ~ 00CIIe/IOBaHUH,
cpeau 27 nanuentoB co 100% pacenien-
HelM BMK y 19 BbIsiBiI€HBI HapylLleHMs], ac-
coruupoBanubie ¢ HAO B rene SERPINGI,
y 8 — HapymeHuii, accouunpoBanubix ¢ HAO
HE BBISBIICHO Kak B reHe SERPINGI, tak u B
NEBATHIX dK30HaAX reHoB F/2 u PLG. Y nanu-
eHToB co 100% pacmernennsiv BMK u 6e3
TCHETHYSCKUX HAPYIICHUH B HMCCIETYEMBIX
peruonax, ypoenb Cl-unruburopa ompene-
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rA 1 2 a a = LE] . =" K
%] o i0 11 1z 13 i4 15 168 K
M 31 3z 33 34 33 36 37 38 K

-

KM 23

24 25 26 27 28 29 30 K

M 3% 40 K

Juis manmeHTOB Mo Homepawmu 1, 3,4, 6,7, 8,9, 11, 12, 13, 15, 17, 23-27,30-37, 39, 40 pacmemneane BMK co-
craBmwio 100%. M — mapkep MoJEKyIsipHOTO Beca, K — oIoXHuTeTbHBIH KOHTPOJIb

Pucynok 1 — JlanHble nccienoBanus 1o ONpeneneHnIo pacieniaessoro BMK

JIEH B IMana3oHe HOpMaJIbHBIX 3HAYEHUI, Me-
JMaHa BO3pacTa coctaBuiia 45 et (Iuana3oH:
11-59 nert), Mmenuana nebroTa MEPBOTO MPH-
ctyna — 21 rog (amamason: 6-45 net), kpome
3TOr0, y ABYX HAI[MEHTOB OTMEYEH IOJIOKH-
TENbHBI CEeMEIHBIM aHaMHE3 MO PeLHIUBU-
pytouM anruoorekam (tabmmma 1). Takum
o0pa3oM, UCXOJs U3 MEAMaHbI jJe0Ta 3a00-
neBanus, ypoBHsi Cl-uHruoburopa u nmporeH-
Tta pacumemieHHoro BMK, pexoMenmoBaHbl
JaTbHEHIIINE MCCIIENOBaHUS Il TOJATBEPXK-
JIEHUs WIH OmpoBepxkeHus nuarHoza HAO
6e3 nedummra Cl-uHrudéuTopa.

I'pynna Ne2. [lo pesymbratam MOJEKy-
JSPHO-TEHETUYeCcKoro obcnenoBanus y 13
nanueHToB pacuierienne BMK BbIsBiIeHO B
JMana3oHe HOpMaJIbHBIX 3HAYEHUH, CPEAU KO-
TOpbIX Yy 12 — B ucclieyeMbIX peruoHax He
BBISIBJICHO HApyUICHWH, acCOIMHUPOBAHHBIX
¢ HAO, u y onHoro nanueHra BbISBICHO Ma-
ToreHHoe HapymieHue B rene SERPINGI. B
ATOM IpymNIe MaIUeHTOB OMOXUMUYECKUE T10-
Kazarejau CBUIETENbCTBOBAIN 00 OTCYTCTBUH
y 12 manmenroB peduumrta Cl-uHruburopa
¥ O TPUCYTCTBHH JAHHOTO AedHIUTa Yy Of-
HOT'O MaleHTa. Y MalueHTa ¢ MPeanonaoKu-
TeapHBIM quarno3zoM HAO BBuay neduimra

C1l-urruburopa B najapHEHIeM u ObLIO OOHA-
pyxeHo Hapymenue B rene SERPINGI. Bce
MAIMEHTHl 3TOW TPy HE WMEH TOJI0XKH-
TETBLHOTO CEMEHHOTO aHamMHe3a (Tabmuma 1).

3aknrouenue

Omnpenenenue pacuierieHHoro BMK mo-
JKET pacCMaTPHUBATHCS KaK JIOMOJTHUTEIHHBINA
o6uomapkep B quarnoctuke HAO ¢ nedummrom
Cl-unruburopa u, BeposATHO, Kak MHOroo0e-
Ml OnoMapkep B JAMAarHOCTHKE MaIy-
enroB ¢ HAO 6e3 nedurura Cl-unruéuropa.
B pesynbrare Haiiero ucciieoBaHus B rpymnie
naiueHToB co 100% pacmemnenasiMm BMK
nuarno3 HAO noareepauncs y 70,4% nanu-
eHToB. [lalueHThl, KOTOpblE MO pe3ysibTaram
MPOBENICHHBIX JIAOOPATOPHBIX HCCIICIOBAHHIA
¥ BO3pacTy Ha MOMEHT J1e0roTa 3a00NeBaHHs
MOIJIA UMETh MPEAINOIIOKUTEIbHBIN JTMarHo3
HAO 6e3 nepunura Cl-uaruéuropa, npu mo-
CJIEYIOIIEeM KJIMHUYE€CKOM MOHUTOPUHTE UME-
JU XOPOIIUN OTBET HAa MPUMEHEHHE CIICIH-
(ruecKoii Tepaniy, He CBI3aHHOW C TepamueH,
npumensiemoii npu HAO.

Takum 00pa3zoM, HaIle MCCIIeIOBAaHUE T10-
Ka3aJlo, YTO JMAarHOCTUYECKas YyBCTBUTEIb-
HOCTh METOJIa TI0 OIPEICIICHUIO PaCIICTIICH-
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Tadnuua 1 — [lemorpaduueckue naHHbIE U PE3yAbTaThI JIAOOPATOPHBIX UCCIEIOBAHUN

No | Bospact | CemeitHbii Bospact 1 3 | 4 | Clomar | PPME | serpinG: | F12 | PLG
(rer) aHaMHe3 Je0roTa %
1 61 Ectp 10 N | VL VL 100,0 Ectp - -
2 17 Her 15 N N N 60,9 Her Her | Her
3 33 Her 16 N [ VL | VL 100,0 Ectb — -
4 60 Ectpb 5 N | VL VL 100,0 Ectpb — —
5 9,8 Her 9 N L N 38,4 Her Her | Her
6 28 Ectb 24 L L N 100,0 Her Her | Her
7 10 Ectp 9 N | VL VL 100,0 Ectp - -
8 25 Ectpb 4 N | VL VL 100,0 Ectpb — —
9 17 Ectp He 65110 N | VL VL 100,0 Ectp - -
10 34 Her 34 L L L 56,1 Her Her | Her
11 40 Ectp 10 N | VL VL 100,0 Ectp - -
12 59 Her 41 N N N 100,0 Her Her | Her
13 2 Ectp He 6n110 N L VL 100,0 Ectp - -
14 14 Her 13 N L VL 50,5 Ectp — —
15 28 Her 16 L N N 100,0 Her Her | Her
16 70 Her 44 VL | L N 52,5 Her Her | Her
17 10 Her 8 N N N 100,0 Her Her | Her
18 17 Her 30 L L N 55,7 Her Her | Her
19 13 Her 8 N N N 54,4 Her Her | Her
20 16 Her 15 L N N 57,7 Her Her | Her
21 14 Her 8 N N N 65,3 Her Her | Her
22 11 Her 10 N N N 48,6 Her Her | Her
23 26 Her 10 L | VL| VL 100,0 Ectp - —
24 54 Ectb 21 N N N 100,0 Her Her | Her
25 56 Ectp 14 N L VL 100,0 Ectp - -
26 35 Ectb 16 N L VL 100,0 Ectb — —
27 46 Her 21 N N N 100,0 Her Her | Her
28 20 Her 19 L N L 31,7 Her Her | Her
29 58 Her 44 L L N 63,5 Her Her | Her
30 65 Ectb 31 N | VL | VL 100,0 Ectp - -
31 45 Ectp 18 N | VL VL 100,0 Ectp - -
32 60 Ectb 20 N | VL | VL 100,0 Ectb - -
33 15 Ectp 9 N L VL 100,0 Ectp - -
34 43 Ectb 3 N | VL | VL 100,0 Ectb - —
35 35 Ectp 25 N N L 100,0 Ectp - -
36 54 Her 45 N N N 100,0 Her Her | Her
37 44 Her 6 N N N 100,0 Her Her | Her
38 19 Her 18 L L N 35,1 Her Her | Her
39 36 Ectb 3 N | VL | VL 100,0 Ectb — —
40 29 Ectp 12 N | VL VL 100,0 Ectp - —

[Tpumeuanue: N — pe3yabrar HAaXOAUTCS B [Uaa30He HOPMAbHbBIX 3HaYeHUI; L — pe3ynb-
TaT HUKE HOPMBI, HO HE T0CTUraeT cHukeHus Ha 50% oT HuxkHel rpaHuibl HopMbl; VL — pe-
3ynbTar cHIKeH Ha 50% OT HIbKHEeH TpaHuIlbl HOPMBI U Oosiee.

Horo BMK npu nuarHocTtuike ManueHToB C
HAO cocraBuna 95,0%, mguarHoctuueckas
cietupuuHOCTh — 60%, TUarHocTudeckas 3¢-
(bextuBHOCTE — 77,5%, Ipencka3arenbHas [eH-
HOCTb IOJIOXKUTENBLHOrO pesynsrara — 70,4%,
TpeJicKa3aTeibHas IEHHOCTh OTPULIATEIEHOTO
pesyabrara — 92,3%. [lonydeHnHble JaHHbBIE Jie-
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MOHCTPUPYIOT HpUEMIIEMBbIE PE3YNIbTaThl IS
MCTIOJIb30BaHHs METO/1a TI0 OTIPEeNIEHHIO pac-
merienHoro BMK B maGoparopHoii mpakTHKe.
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L.LE. Guryanova, E.A. Polyakova, C. Suffritti, L.B. Korosteleva,
S.N. Aleshkevich, Y.S. Zharankova, M.V. Belevtsev

CLINICAL EFFICIENCY OF THE CLEAVED HIGH-
MOLECULAR-WEIGHT KININOGEN DETECTION IN THE
DIAGNOSIS OF HEREDITARY ANGIOEDEMA

Hereditary angioedema (HAE) is an orphan genetically determined disorder with recurrent
episodes of swelling in various localization. HAE is divided into two groups: HAE with C1-
inhibitor deficiency and without C1-inhibitor deficiency. The main diagnostic tests are: meas-
urements of levels and function of Cl-inhibitor, and levels of C4. These tests are not useful
in all cases, for example, in HAE without Cl-inhibitor deficiency. The detection of cleaved
high-molecular-weight kininogen (cHK), which, even in remission, is expected to be elevated
both in patients with HAE due to C1-inhibitor deficiency and in HAE with normal C1-inhibitor
is a promising biomarker. The aim of this study was to determine the clinical efficiency of the
cHK detection in the diagnosis of HAE. According to the results of the measurements of cHK,
the patients were divided into two groups. Group Nel (100% of cHK): 27 patients, of which
19 in the study regions had variants associated with HAE, 8 didn’t have. Group Ne2 (not 100%
of cHK): 13 patients, of which one patient had a variant associated with HAE, 12 didn’t have.
The obtained data demonstrate acceptable results of using the measurement of cleaved high-
molecular-weight kininogen in laboratory practice in the diagnosis of HAE.

Key words: hereditary angioedema, Cl-inhibitor, Western-blotting, high-molecular-weight
kininogen, SERPING 1
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