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PE®EPAT

Jlunnomuas paboma conepxut 36 crpanul, 12 pucyHkoB, 9 Tabmui, 35
MCIIOJIb30BaHHBIX HCTOUYHHUKOB.

Kntouesvie cnosa: HACJIEACTBEHHBIM AHTMOHEBPOTUYECKUI
OTEK, IUATHOCTHUKA, MHITUBUTOP C1-DCTEPA3bI, SERPING1, YHNCJIO
KOIIMA TEHA, BUOXMMWYECKWK VPOBEHb WHIMBUTOPA Cl-
OCTEPA3BI.

Obvexm  uccnedosanus:  MeTol ~ JUAarHOCTUKU  HACJIEACTBEHHOTO
AHTMOHEBPOTHUYECKOr0 OTEKa ITyTeM onpenaesieHns yncna konuid rera SERPINGI.
UccnenoBanust mnpoBoaunuch Ha 06aze [Y «PecnmyOnukaHcKuii — HaydHO-
MPAKTUYECKUN LIEHTP JIETCKON OHKOJIOTUHU, TEMATOJIOTUHA U UMMYHOJIOTHI.

L]env pabomul: TPOBECTH KOTMYECCTBEHHOE OTNPEICTICHUE KOITMI HHTHOUTOpa
Cl-actepaspl reHa SERPING1 y nmartuentoB ¢ HAO tun I u tun 11, a Takxe caenath
BBIBOABI 00 3(PGEKTUBHOCTH TPUMEHEHUS JaHHOTO METOJa B JIMArHOCTHKE
HACJIEICTBEHHOTO aHTMOHEBPOTUYECKOTO OTEKA.

Memoowr uccneoosanus: sxcrpakuus PHK, TP B «peanbHOM BpemMeHN»,
CTATUCTUYECKUE METOJIbI UCCIIE0OBAHUS, aHAIIN3 JINTEPATYPHI.

Ilonyuennvie pezyromamol: B XoJlle BBINOJHEHUS Hay4HOU pabOTHI ObLIO
OTpEJIEICHO Yuciao Komud reHa uHruoutopa Cl-screpasbl y 25 310pOBBIX
MHIUBUYYMOB, 9 manmenToB ¢ HAO tun [ u 5 manuentoB ¢ HAO tun II.

Ucxons u3 nomydyeHHbIX JaHHBIX y nanueHToB ¢ HAO tumn I xomuuecTBo
KOMHUM reHa ObUIO HIMXKE U 3HAYMMO OTJIMYAJIOCh B CPAaBHEHUU C KOHTPOJIbHOM
rpynnoi. B rpynne nanuentoB ¢ HAO tun Il oTCyTCTBOBaNN 3HAUMMBIE OTINYUS B
CPaBHEHUU C KOHTPOJIBbHOM rpymnmoi. Takxke, cHukeHue ypoBHsi uHruounropa Cl -
AcTepasbl HaOJI01AJIOCh TOJIBKO y marueHToB ¢ HAO Ttum L.

HUcxonss w3 aHanmm3a KOPPENSLMOHHOM B3aMMOCBSI3M YHUCIA KOINHWM T'eHa
SERPINGI1 wu ypoBusi uaru6butopa Cl-3ctepasbl ObUIO OMpPENEIeHO, YTO METOJ
KoJuuecTBeHHOro ompeneneHuss komuii reHa SERPING1 wunbpopmatuBeH u
JEMOHCTPUPYET  JOCTOBEPHbIE  JAHHBIE, COTJIACHO  KOTOPbIM  MOKHO
nuarHoctupoBaTth y nanuentoB HAO u nuddepennupoBaTs ero mo TUmam.

OneHka TMarHoCTUYECKON 3HAUMMOCTH MTOKa3aja, YTo MPeaJI0KEHHbBINA METO/T
o0lagaeT  BBICOKOM  JUArHOCTHYECKOM  YyBCTBUTEIbHOCTHIO  (88,8%) wm
IuarHoctuyeckoi crneunuanocteio (92%) npu nuarnoctuke HAO Ttun I, u3 yero
MOXHO CJIeJIaTh BBIBOJbI O BHICOKOM MH(POPMATUBHOCTH METOJA MPU AUATHOCTUKE
HAO tun I. Ilpu muarnoctuke HAO tun II HECMOTps Ha BBICOKMH YpOBEHBb
nuarnoctuyeckoi cnerupuunoctu (91%), AuarHocTudeckas 4yBCTBUTEIBLHOCTD
coctaBuia 20%.

[Tomy4yeHnsie maHHBIC AOKa3bIBAIOT A((PEKTUBHOCTHL MeTona st Oosee
TOYHOM JUAarHOCTHUKH 3a00JIeBaHU.



POD®EPAT

Hviniomnas npaya ytpeimmiBae 36 craponak, 12 wmamonkay, 9 TtaGmim, 35
BBIKAPBICTAHBIX KPBIHIII.

Knwouaswvis  cnosvi: CIIAUBIHHBI  AHTIIHEVPATBIUHBI  AILIEK,
JNBIATHOCTBIKA, IHTIBITAP C1-ODCT3PA3bI, SERPING1, KOJIBKACIIb
KOIIIM I'EHA, BIIXIMIUHBI Y3POBEHB IHT'IRITAPY C1-2CTSPA3EIL.
Ab'exm Oacnedasanns. Metaa ABIITHOCTBIKI ClaJublHHAra aHrisHeYpaThIluHAra
anéky INuUgxaMm BbI3HauUdHHS KoJibkacii komid reHa SERPINGL. JlacnenaBanhi
npaBoj3iiics Ha 6a3e 1Y «PacnyOmikaHcki HaByKOBa-MPAKTBIYHBI IIDHTP A311I9aM
aHKaJIOT11, TeMaTajoril 1 IMyHaJIoT11».

Mb>ma npayer. nipaBecli KoJbKacHae BbI3HaudHHE Komid 1Hri0iTapy Cl-screpasbl
reHa SERPING1 y nanientay 3 HAO Toim | 1 Toim 11, @ Takcama 3pabiiie BEICHOBBI
a0 a(exTrIyHACII MPBIMSHEHHS JaJ3eHara MeTaay ¥ JIBISTHOCTHIIBI CIIaTdbIHHATA
aHTisTHEYpaThIYHATa aIEKYy.

Memaowr  Oacneoasanns: dskctpakupis PHK, IIJIP y «ppansHbIM 4acey,
CTaTBICTHIYHBIS METAJIbI TACICTaBaHHs, aHAI3 JTiITApaTyPHI.

Ampuvimanvia ewviniki: Y X0J3€ BbIKAHAHHS HaBYKOBail Ipaipl ObLJIO BbI3HAYaHa
KOJbKacIh Komid reHa iuriditapy Cl-screpassl ¥ 25 3mapoBmIxX iHAbIBimay, 9
nanpieHTay 3 HAO Toim | 1 5 manpientray 3 HAO oI .

3bIX0/13519bI 3 aTPBIMAHBIX Jaa3eHbIX y narpienTay 3 HAO Thin | koipkacip Ko
re’a ObUJIO HIXKOM 1 3HAYHA a/IpO3HIBaNACs ¥ MapayHaHHI 3 KAHTPOJIbHAN rpymaid. Y
rpyne nansieHTay 3 HAO Thin |l aacyTHiuami 3HauHbIS apO3HEHH] ¥ MapayHaHHI 3
KaHTpoJIbHAM rpymaii. Takcama, 3HDKIHHE Y3poyHio 1HTIOITapy Cl-actepasbl
Hazipanacs Toyibki ¥ manpienTay 3 HAO Twim |.

3bIX0/35YBl 3 aHAJI3y KapaJsIIbliiHAM y3aeMacyBsi3l KOJbKACI KOMiM TreHa
SERPINGL1 1 y3poyHnio inriditapy Cl-screpa3sl ObUIO BhI3HaYaHa, IITO METaj
KoJbKacHara BbI3HaudHHA Komiid reHa SERPINGI1 indapmateiyHbel 1 1pMaHCTpye
JAKJIaJIHBIS JTaJI3€HbIsI, MaBOAJIEC SIKIX MOXHAa AbIsirHacTaBailb y nanbientay HAO i
eI epIHIIaBallh STO Ta ThIMMAX.

AIPHKa JBIATHACTHIYHANW 3HAYHACII TaKa3aja, IITO MparaHaBaHbl METaJ BaJlogac
BBICOKAW  JbIATHACTBIYHAW  aguyBaibHacmio  (88,8%) 1  AplArHacTHIYHAN
cneubidivnaciro (92%) nper geisrHOCTHIIBI HAO T1HII |, 3 waro mMoxxHa 3pabinb
BBICHOBBI a0 BBICOKaM iH(papmaThIyHACIl MeTaay Tpbl AbIsrHOCTHIIBI HAO 1o .
[Tps1 pprssraOCTRIIBI HAO ThII || HATIIEN3596I HA BRICOKI Y3POBEHB JBIATHACTHIYHAN
cuenpipiunacti (91%), npIarHacThUHAs agdyBanbHaclb ckiaaiga 20%.

ATpBIMaHbBIA 1a3€HbIS TaKa3BaIOIb A(EKTHIYHACIIh METATy JIJIsl OOJIBII JaKJIaHAM
JBISITHOCTBIKI 3aXBOPBAHHS.



ABSTRACT

The work contains 36 pages, 12 illustrations, 9 tables, 35 sources used.

Keywords: HEREDITARY ANGIOEDEMA, DIAGNOSIS, C1-ESTERASE
INHIBITOR, SERPING1, GENE COPY NUMBER, BIOCHEMICAL LEVEL OF
C1-ESTERASE INHIBITOR.

Subject of research: Method of diagnostics of hereditary angioedema by
determining the copy number of SERPING1 gene. The research was conducted at
the Republican Scientific and Practical Center of Children's Oncology, Hematology
and Immunology.

Purpose of the work: to analyze copies of SERPING1 gene Cl-esterase inhibitor in
patients with HAE type | and type Il and to make conclusions about the effectiveness
of this method in the diagnosis of hereditary angioedema.

Research methods: RNA extraction, real-time PCR, statistical methods of research,
literature analysis.

The results achieved: In the course of scientific work, the number of copies of the
C1l-esterase inhibitor gene was determined in 25 healthy individuals, 9 patients with
HAE type | and 5 patients with HAE type 1.

Based on the data obtained, the number of gene copies was lower in patients with
HAE type | and significantly different in comparison with the control group. In the
group of patients with HAE type Il there were no significant differences in
comparison with the control group. Also, a decrease in the level of Cl-esterase
inhibitor was observed only in patients with HAE type 1.

Based on the analysis of the correlation between the number of SERPING1 gene
copies and the level of C1 esterase inhibitor, it was determined that the method of
SERPING1 gene copy quantification is informative and demonstrates reliable data,
according to which it is possible to diagnose HAE in patients and differentiate it by
type.

Evaluation of diagnostic significance showed that the proposed method has high
diagnostic sensitivity (88.8%) and diagnostic specificity (92%) in diagnosing HAE
type I, from which we can conclude that the method is highly informative in
diagnosing HAE type I. Despite the high level of diagnostic specificity (91%), the
diagnostic sensitivity was 20% in diagnosing HAE type II.

The findings prove the effectiveness of the method for more accurate diagnosis of
the disease.



