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AHHOTAIUSA

BBenenne. HaciencTBeHHBIH aHTHOHEBPOTHUYECKHH OTEK BKIIOUYEH B rpymimy opdansbex (1: 50000) HacmencTBeHHBIX
3a0oneBannii. 3abolieBaHWE 3HAYUTENBHO YXYANIAeT KAa4eCTBO OKM3HH TIAIMCHTA ¥ HEPEAKO NPUBOIUT K
YKU3HEYTPOKAIOUIUM TOCIEACTBUAM U cMepTH. [lposiBisercs B BuAE PELUAMBHUPYIOIIUX OTEKOB KOXH M CIM3UCTBIX
000I109eK ABIXaTEeIBHBIX MyTeH, KeIyI0YHO-KAIIEYHOTO U yPOTeHUTAIFHOTO TpakToB. llean uecienoBaHus — M3y4uTh
MaTOTeHE3 U KIIMHIYECKYIO KapTHHY O0JIe3HH Ha OCHOBE HAYYHBIX MaTePUAIIOB M UCTOPUH OOJIE3HHU MAIIHEHTOB, KOTOPHIM
ObUT JMAarHOCTUPOBAH HACIIC/JICTBEHHBIH AaHTMOHEBPOTHYECKUH OTEK, Uil OOJbIIEH OCBEJIOMIICHHOCTH O JaHHOM
mpobjieMe CTYyACHTOB-OYAYIIUX Bpayeil, a TakKe MPAKTUKYIOIIMX Bpauyci pasHBIX CIelHaabHOCTed. MaTepmaa u
MeToabl. llpoBeneH aHanmM3 Tpex KapT MAIMEHTOB, KOTOPBHIM OBUT AMAarHOCTHPOBAaH HACJEICTBEHHBIH
aHTHOHEBpOoTHUECKUi oTek B 2022-2023 romy Ha 6a3e OONacTHOI METCKOW KIMHUYECKOH OOJbHMIIBI U OJHOU KapThl
BbI30Ba Opuranasl ckopoil meauuuHckoi momomu Ha 6aze I'BY3 CO Crannum Ckopoir Menunmuckoit [Tomomm.
PesyabraTbl. PaccMOoTpeHbl  KIMHHMYECKHME — ciayyad. BbiBoabl. PaHHSS  OuarHocTuka — HAacJEICTBEHHOTO
aHTHOHEBPOTHYECKOTO OTEKa yMEHBINAT YacTOTy M TSDKECTh IPUCTYIOB, IMO3BOJSECT M30€XKATh OCIOKHEHHS IIPU
Pa3IUYHBIX MAHUIYJALMAX, YMEHBIIAET KOJIMYECTBO TOCHUTAIN3ALUN, MOBBIIIAET NPUBEPKEHHOCTh MALUEHTOB K
JICYCHUIO W €T0 COIMAIBHON aKTHBHOCTH, a CAMOE TJIaBHOE YIYYIIaeT KadecTBO KU3HHU U M30aBIACT OT HMOCTOSHHOTO
CTpaxa 3a CBOE 3/10POBbE U CIIOHTaHHBIX MPUCTYIIOB.

KiroueBble cj10Ba: HAaCIIEICTBEHHBIN aHTHOHEeBpoTHIeCcKuid 0Tek, C1 HHruOUTOp 3cTepasbl, OpaANKHHNH, KAJUIMKPEHH-
kuHUHOBAas cucrema, red SERPINGI.
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Abstract

Introduction. Hereditary angioedema is included in the group of orphans (1: 50,000) hereditary diseases. The disease
significantly worsens the patient's quality of life and often leads to life-threatening consequences and death. Manifests
itself in the form of recurrent swelling of the skin and mucous membranes of the respiratory tract, gastrointestina and
urogenital tracts. The aim of the study isto study the pathogenesis and clinical picture of the disease based on scientific
materials and the medical history of patients who were diagnosed with hereditary angioedema, to increase awareness of
this problem among future medical students, as well as practicing doctors of various specialties. Material and methods.
We analyzed 3 charts of patientswho were diagnosed with hereditary angioedemain 2022-2023 at the Regional Children's
Clinica Hospita and one charts at the Emergency Medica Care Station. Results. Clinical cases are considered.
Conclusion. Early diagnosis of hereditary angioedema will reduce the frequency and severity of attacks, avoid
complications during various manipulations, reduce the number of hospitalizations, increase patient adherence to
treatment and its social activity, and most importantly improve the quality of life and eliminate constant fear for one’s
health and spontaneous attacks.

Keywords:. hereditary angioedema, C1 esterase inhibitor, bradykinin, kallikrein-kinin system, SERPING1 gene.

BBEJIEHUE

Hacnencreennsiii  anrunoneBporudeckuii  orek (HAO) — opdannoe (1: 50000),
HACJIE/ICTBEHHOE  ayTOCOMHO-JIOMHHAHTHOE 3a00JIeBaHWE, BBI3BIBAEMOE HH3KHM  ypPOBHEM
uHruouropa Oenka Cl cuctemMbl KOMIOHEHTa KomIuieMeHTa (ypoBeHb Cl MHruOuTOpa screpassl
MOJKET OBITh Takke B HOpMe Win u30biTke) u myTauuei B rene SERPINGI, kotopoe 3HaunTEIHHO
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yXyZIIaeT Ka4eCcTBO >KU3HU MALUEeHTa U HEPEIKO MPUBOJIUT K KU3HEYTPOKAIOIIUM MOCIEACTBHUIM U
cmeptu [1]. TlposiBasiercs B BUAE PEUUAMBHPYIONIUX OTEKOB KOXH, CIIHM3HUCTBIX O0O0JIOYCK,
JbIXaTeJIbHBIX IMyTEH U OPraHoOB OPIOIIHOM To0CTH [2].

3aboseBaHue SIBISETCS JKU3HEYTPOXKAIOIIMM KaK M, HAlMCAHO BBIIIE, OTEKU MOTYT OBITh
pa3IMYHOM JIOKaTM3aluu, HampuMep, OTEK TOpPTaHH, MNPUBOAAIIUN K ac(UKCHH, KOTOpas He
KYIHUPYETCSl aHTUTUCTAMUHHBIMHU TperapaTaMu U IIIIOKOKOPTUKOCTEPOUAAMH, YTO MOXKET MPUBECTH
K Pa3IMYHbIM OCJIOXHEHHSM BIUIOTH JI0 JIETAJIbHOTO ucxona [3].

B 3aBucumoctn ot ypoBus Cl mHruOGHTOpa 3cTepazbl KOMHOHEHTa Kommiementa HAO
kinaccuuupyroT Ha 3 Tuma [4].

HAO I tuna xapakrepusyercs ciaeayoumm:

- Huskuii ypoBens 6eska uaruourtopa screpassl C1 (C1-INH)

- Huskuii yposens C4

HAO II Tuna xapaktepusyeTcs CIeayOIINUM:

- HopmanbHbIi niiv MOBBIMIEHHBIN Oelika nHruouTopa screpassl Cl

- Huskuii pyHKIMOHAIBHBIN aHanu3 Oenka uaruouropa screpassl C1 (C1-INH)

- Huskuii yposens C4

HAO III Tuna xapakrepusyercs CaeayOMMM:

- HopmaunbHblii ypoBenb Oenka uaruoutopa screpassl C1 (C1-INH)

- HopmanbHbiii GpyHKIIMOHATBHBIN aHan3 Oenka uaruoutopa sctepassl C1 (C1-INH)

- Hopmanbhslii ypoBens C4

- Mytauus daxtopa XII cBepThIBaHUS KPOBU

Tak xak HAO Moxxer compoBoxaaTbCsi a0JOMUHAJIbHBIMU aTaKaMH, TO €CTh OTEKaMHU
OpPraHoB OPIOIIHOM IMOJIOCTH, KOTOPBIE COMPOBOXKAAETCS BBIPAXKEHHBIM 0O0JIEBBIM a0 I0MUHAIBHBIM
CHUHJPOMOM, TOITHOTOM, PBOTON U JUAPEEH, TO KIMHUYECKAs KapTUHA MOXKET HATIOMUHATh KIIMHUKY
OCTPOrO amnmeHIUuIUTa WIK KUIIEYHOW HEeMPOXOJAWMOCTH, TO TaKHe MalUeHThl YacTO MOMaJalT K
BpayaM XUpypraM U UM IIPOBOIATCS HEOMPaBIaHHbIC XUPYPruueCKrue BMeaTeabcTBa [5].

Knunuueckast kapTuHa 1 HEOPPEKTUBHOCTh aHTUTUCTAMHHHBIX IPENapaToB U CHUCTEMHBIX
TOPMOHOB, 00YCIIOBJICHBI TEM, YTO B OCHOBE maToreHesa JexuT narosnorus C1 uaruduropa Oenka,
perynupyromiero 4 BaxHbIX cucteM: cuctemy komriemeHTa (C1r u C1S), kannmukpenH- KHHUHOBOH,
cBepteiBanus kpoBH (pakropsr XI, XII) u pubpunonmza [6].

Heapb ucceqoBaHus — U3yUYUTh MATOTEHE3 U KIMHUYECKYIO KapTHHY OOJIE3HM Ha OCHOBE
Hay4YHbIX MaTepUaJIOB U UCTOPUM OOJIE3HU MAIMEHTOB, KOTOPBIM ObLT auarHoctupoBad HAO, mis
Oosblleld OCBEJOMIEHHOCTH O JaHHOM TmpoOieMe CTyIeHTOB-OyIyIIMX Bpadeil, a Takxke
MPAKTUKYIOIIUX Bpaueil pa3HbIX CIIEUATbHOCTEH.

MATEPUAJI U METOJbI

[TpoBeneH aHamM3 Tpex KapT MAIMEHTOB, KOTOPHIM ObUT guarHoctupoBan HAO 2022-2023
roay Ha 6a3ze OOnacTHOM NETCKOM KIMHUYECKOW OONBbHUIIBI U OHOM KapThl BeI3oBa CMII Ha 6aze
I'bY3 CO Cranmuu Ckopoit Meaunuackoit [Tomoru.

PE3YJIBTATBI

KJIMHUYECKUN CITYYAM 1

JeBymika 26 net, Bei3Bana Opuragy CMII ¢ xanobamu Ha 3aTpyAHEHHOE JbIXaHHUE, OTEKU
BEK, CWJIBHO BBIPQXEHHBIM OTEK Ty0, IIEK, MOJ00POJAOYHON U TMOTYEIIIOCTHOM o0OnacTei,
HallOMUHAIMKA 10 Bu3yalbHOM KapThHe Otek KBunke. Co cJI0OB manumeHTKH 3 JHSA Hazaj
BBINMCAJIaCh U3 CTallMOHApa, Ie ObUIO MPOBEIEHO JieYeHHE (AHTUTHCTAaMUHHBIE IMpenapaThl U
CUCTEMHBIE TOPMOHBI), TOJTOKUTEILHON THHAMUKHU OT MIPOBEICHHOTO JICUeHHUs He HaOII01aI0Ch, HO
CErOJHS CHUMITOMBI yXYAIIWIWNCh, HA JaHHBIM MOMEHT TaKXe TMPOJODKACT TMPUHUMATH
AHTUTUCTAMUHHBIE TIPETapaThl ¥ CUCTEMHBIE TOPMOHBI, TOKE 0€3 TOJOKUTENbHON TuHAMUKH. bblia
rOCIUTANIN3UPOBaHA B cTallMoHap. B nanpHelniem OblN MpOBEACHBI CIEAYIONINE UCCIEIOBAHUS

AHaMHe3 3a0ojeBaHMs: BIIEPBbIE OTEKM MOSBWINCH Ha JMle B 6 JET M C TeX IMop
PEMIUBUPYIOT C YacTOTOW B cpemHeMm 1-2 paza B Mecsan. OTEKH TMOSBISIIOTCS CIIOHTAHHO,
JIOKAIM3YIOTCS Ha JIUIE U B 00JIACTH KUCTEH PYK, MPOXOAST OECCIeTHO CaMOCTOSITENIFHO B TEUCHUE
2-3 nmHel, 3pdexT oT mpreMa aHTUTHCTAMUHHBIX TPENapaToB OTCYTCTBYET.
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AOnoMuHANBHBIA CHHIPOM ¢ 8 JyeT, 3-4 paza B rof, 2 pa3a Oblja TOCIHUTAIM3UPOBAHA C
OCTPBIM aNMEHANIIUTOM, KOTOPBII HE MOATBEPIUIICA, 2 pa3a paclieHUBaIach Kak KUIIEYHAs KOJIMKA,
CUMITOMaTH4ecKas Tepanus — 6e3 CylmecTBeHHOro 3 dekra.

AHamHe3 XU3HU: B 1eTCTBe MalMeHT poc W pa3BUBAJICS HOPMAIbHO. AJieproaHaMHes3: He
otsronieH. [lepenecennsie 3a0oneBanus: OPBU. TpaBmel, onepaiiuu, reMoTpancy3uu OTpUIIAET.

[TpoBeneno obcenoBanue.

Kmmanaecknii anamms kposu: Hb — 132 r/n sputpouutsl — 4,0 x 10%1, nefixonutsl — 62 X
10%1, 203uHO(HIB — 2%, CErMeHTOsAAepHbIe HeHTPOohuIEl — 63%, MuMdonuTs — 31%, MOHOLUTHI-
2%, COD — 5 mm/u. Ummynorpamma: T-mumdouutsr (CD 3) — 51%; B mumdouutst (CD 19) — 8%;
T-xenmepst (CD 4) — 17%; UmmynornoOynuasr: A — 1,20t/ 1; M — 1,31/ m;, G — 12,8 1/ 1.

Ornpenenenpl KOMIOHEHTHI KomIuieMeHTa: C1- uHruOuTop screpassbl kKot 6,4 mr/mn (23-41
mr/mn); Cl-unarnburop (pyHKIHOHATBEHAS aKTUBHOCTH — 29% MKT/MI (B HOpMe 70-130) mkr/min); C4
komroHeHT komruieMenta 0,07 r/i (0,09-0,361/).

YuuteiBasg TO, YTO y MALUMEHTA, KIMHUYECKYIO KAPTHHY KOTOPOTO MBI OIKCAJIA BBIIIE
OTMEYAIOTCS AHTMOHEBPOTHYECKHE OTEKH, a0JoMUHaNbHble 0oy, cHikeHus ypoBHs Cl-
uHrnouropa, C4 KOMIIOHEHTa KOMILJIEMEHTA, TAKXKE OTCYTCTBYIOT CYIIECTBEHHBIE U3MEHEHHS CO
CTOPOHBI JPYrMX MMMYHOJIOTHUYECKHX MOKa3aTeleld M B aHalM3e KPOBH OH ObLI OTIpAaBIEH Ha
MOJICKYJISIPHO-TEHETUYECKOe HCCIIeIOBaHMe, OblIa BbIsABIeHA MyTtamus ¢ 1249+1GA B reHe
SERPINGI B reTepo3uroTHOM COCTOSIHHH.

Huarnos:  IlepBuunbiii  wMmmyHopeduuut: Jlehekr B cHcremMe  KOMIUIEMEHTA.
HacnencTBenHslii aHrnoneBpoTuyeckuit orek 1 tuna, odyciosnenusiii nepunutom C1 narubutopa
3CTEpasbl.

KJIMHUYECKUI CIYUAM 2

[Tatiuent M., sxeHckoro noia, 8 net. [Ipunuia Ha mpuem K Bpady ajuieproyiory UMMYHOJIOTY

KanoObl: crioHTaHHOE CaMOIPOU3BOJILHOE TMOSBICHHE OTEKOB HA KOXKE TYJIOBHUIIA, JUIIA,
BEPXHHUX M HIDKHUX KOHEUYHOCTEH, OTEK IUIOTHBIA KOXKa HaJl HUM HE M3MEHEHa, MPH MaJblalii-He
oOpa3yeT sMKH, 3yJa HET, HE KyNHpyeTcs MNPUEMOM aHTUTHCTaMUHHBIX mpenapatoB ['KC,
CaMOCTOSITEITFHO Perpecc OTEKOB Ha 2-3- CYTKH, IEPHOANYECKH OOJIH B )KUBOTE HOIOIIIETO XapaKTepa

AHaMmHe3 3a00J1€BaHMs: CO CJIOB MaMbl C 2X JIET - Ha KOXK€ CTON M KUCTeH pyK - Ha (oHe
COMaTHYECKOTO 3/I0OPOBbhsSI CTAJIM OTMEYATh TOSBJICHNE OTEKOB, 00JIE3HEHHBIX MPH MAIbIAINH, KOXKa
Ha/l HUM OJieiHas, 3y/ia HET, CAaMOCTOSTENILHO Perpecc OTEKOB B TeUeHHE 3-5 CyTOK. DMHU30/Ibl OTEKOB
1 pa3 B 1-2 mecsua. OgHokpaTHO B 3 rosa Ha oHe cTpecca - 0TeKu B o0nactu jauna. OTeKu co CIoB
MaMbl He KyMHPYIOTCS TPUEMOM aHTUTHCTaMUHHBIX npemnapaTtoB, ' KC. [locnennuii s1m30/ 0TeKoB
-29.08.2022, BHe3anmHO OTEK BEK, MaMa caMOCTosTeNbHO nana cuporn Kerortuden, 6e3 rddekra,
MOCTENIEHHO YCUJICHHE U pacripocTpaHeHue oTekoB. 30.09.22 - 3.10.22 - oteku B 061acTH 1ML, I'y0,
KHCTEH, CTOI, OTEeK TUIOTHBIN, KOKa HaJ HUM He M3MeHeHa, 3yaa Her. C 30.09.22 - 05.10.22 -
CTallMOHAPHOE JIeYeHHe B mynbMoHonorndeckom otaenenun 9 JII'Kb.

OAK or 03.10.22; neiikormter 7.25%10%m, Hertpopunsl 43.3%, mumdboruter 49.2%,
MOHOIIUTHI 6.5%, 303uHOGUITBI 04%, TpoMOOITHTEI 247%10%, remoriobun 1311/

buoxumunueckuii ananus kposu ot 30.09.22: AJIT 8.0, ACT 19.7, ACJIO 1076.0, CPb 3.0,
o061 6enok 73 r/n

PIIT'A na nepcunnos ot 04.10.22 - oTpunateabHoO

B neuenun mosyumsia npeAaHu3oioH o cxeme 15 mr B 7.0 yrpa, 5 mr B 11.00, /B, 30 Mr
npeaau3onona Ne2 6e3 cymiecTBeHHOTO Y ekra

Anamue3 xu3Hu: PeOeHok NoHOIIEeHHBIH, OT 1 6epeMeHHOCTH Ha (pOHE OTEKOB BEPXHHUX U
HIDKHUX KOHEYHOCTEH, 1 caMOCTOATENIbHBIX POJIOB, Macca mpu poxiaeHuu 2850 r, gnmuHa 51 cm.
AnneproanamHes: He OTATOIICH. BakiiuHaIMs: MO HAITMOHATLHOMY IPUBUBOYHOMY KaJICHIAPIO.

HacnencrBennocts: Mama - HAO? YV mamsl ¢ 18 sieT rosa nepuoandecku caMonporu3BOJIBHO
MOSIBJICHHE aHAJOTMYHBIX OTEKOB, €KEMeCsSuHOo, 0e3 3yaa, B 00JacTH KHCTEH, CTON, HMKHHUX
KOHEYHOCTEH, He KYMUPYIOTCS PHEMOM aHTUTHCTAMHHHBIX MIPEIapaToB, PErpecc CaMOCTOSTEILHO
B Te€UeHHUE 2-3 CYTOK, OTEK CHMMETPUYHBIC, «OENbIe», «TETJIbIe) MPH MallbIaIUH.

[Tepenecennsie 3a0oneBanus: OPBU. TpaBmsl, onepanuu, reMoTpaHCPy3UH OTpULIAET.
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B o6cnenoanun B JIK/IL: C4; C-1 uHrHOUTOP KOJIMYECTBEHHBIN, ()YHKIIMOHATBHBIH.

B oxTs6pe 2022 rona ycranosinen auarxos: [TNJ: HAO 1 tum.

18.10.22: C4 4.13 mr/mt (Hopma 13.00 -37.00) - pe3Ko CHHKEHO.

18.10.22: Dcrepaznbiii uarHOUTOp C1 KOMIUTUMEHTA - 00U 5.9 mr/mn (Hopma 23.0-41.0
MT/JJT) — CHHDKEHO.

Octepasnbiii uHrHOuTOp C1 KOMIUIMMEHTa - pyHKuMOHANBHBIN 21.0% (HOpMa 70-130%) —
CHMIKEHO.

MoueKyIsIpHO-T€HETUUECKOE HUCCIIEJOBaHME. 3aKIYeHHE: B  pe3yibTare IpsIMOTro
cekBeHHpoBaHus 1o CaHrepy Bcex 3K30HOB 1-8 u obsacTel SK30H-MHTPOHHBIX COEIUHEHUN I'eHa
SERPINGI B sx30He 3 o0HapyKeH paHHEe HE ONMUCAHHBIN B TUTEparype U B 6a3zax nanabsix (HGMD,
ClinVar, LOVD) Bapuanr €.285del (P. (Thr96Profs*52)) B rerepo3MroTHOM COCTOSIHHU.
BbisiBIEeHHBIN BapHaHT HYKJIEOTUIHOW MOCIEA0BATEIbLHOCTH HE 3apPETUCTPUPOBAH B KOHTPOJIBHBIX
BbeIOOpKax gnomAD (The Genome Aggregation Database). [1o coBokynHnocTu nanusix (PVS1, PM2)
BBISIBJICHHBIN BAPUAHT CIIELYET pacCMaTpUBaTh KaK BEPOSATHO IaTOreHHbld. LoF MyTanuu onucansl
IIPU HACJIEICTBEHHOM aHTMOHEBPOTHUYECKOM OTEKE.

11.11.22 mposegena TMK ¢ HMUL] AI'OU um. Imutpusi PoraueBa r. MockBa, quarHo3
MU/, nedexkr B cucreMe KOMILUIEMEHTA, HACJIEICTBEHHbI AHMMOHEBPOTHYECKUH oTek 1 Tuma
MIO/ITBEPK/IEH.

Huarno3:  IlepBuunblii  uMmmyHopeduuut: Jlepekr B cucTeMe  KOMIUIEMEHTA.
HacnencTBeHHBIN aHTHOHEBPOTHYECKUH OTeK | Tuma, o0ycnoBnenusid negumurom C1 nHrubuTopa
3cTEpasbl.

JlanpHelias TakTHKa JICYEHUS U BBIITMCKA IPENapaToB ONPEIEsIeTCsl BpauoOM HMMYHOJIOTOM
coBMecTHO co crnenuanucramu HMULL JII'OU uMm. Imutpus Porauesa.

KJIMHUYECKUN CIIYYAM 3

[Taument: H, *xeHckoro noina, 2 rona 8 Mecsies

Kano6sl: Ha npueme 1o pesynbratam odcienosanus B JJK/IL, sxano0 Het

Anamue3 3a0oJeBaHMA: pOJHAs CecTpa, Mama HaOJoJaroTcs ¢ auarHo3oMm: [lepBUuHBIN
umMmyHoehuut: JledekT B cucremMe KomiuieMenTa. HacneacTBeHHbIH aHTHOHEBPOTUYECKHIA OTeK |
tuna odycnosneHHbI qeguuutom Cl nHruéuropa screpaspl. JledeHne nonydaroT Kak MojioxeHo. B
HACTOSIIEe BPEMsI aKTUBHBIX JKa100 HET, OTEKOB HET.

[TpoBeneno oOcnenoBanue:

09.02.23: 1gA 1.07 1/n, 1gM 0.98 r/m, 1gG 9.66 1/n - B npenenax Hopmsbl; Cl HHTHOUTOD
obmuit 7.0 mr/an (Hopma 23.0-41.0 mr/mn); C1 unaruburop ¢ynxuuonansHbid 23.7% (Hopma 70-
130%); C4 5.39 mr/mn (Hopma 13.0 -37.0).

28.02.23 momydeH pe3yapTaT MOJIEKYJISIPHO-TEHETHYECKOro wucciaenosanus: IIposeneno
uccinenoanue JIHK Ha Hanmuume BepoATHO maroreHHoro Bapuanta c.285 del (p. (Thr96Profs*52))
rena SERPINGI1 (CINH). paHee BBISBICHHOTO y €€ CECTpbl B I'€TE€pPO3UTOTHOM COCTOSHUHU. B
pe3ynbTare npsMoro cekBeHupoBaHusi Mo CaHrepy oOHapyXEH BEpOSTHO NATOICHHBIA BapUaHT
c.285del (p. (Thr96Profs*52)) B reTepo3uroTHOM COCTOSIHUH.

B Hacrosiiiee Bpemst xano0 HET, OTEKOB HET.

AnamHe3 )Xu3HU: PeOGeHOK JOHOIIEHHBIN. AljieproaHaMHes3: He OTSTOIIEH.

Baxnunanus: no HaloHaIbHOMY IPUBUBOYHOMY KaJleHIapIo.

HacnencrBenHocts: cectpa, mama - HAO, 1 tun. Ilepenecennsie 3aboneBanus: OPBU.
TpaBmbl, onepanuu, reMoTpaHcy3un OTPULIAET.

Huarnos:  IlepBuunblii  uMmmyHopeduuut: Jlehekr B cucTeMe  KOMILIEMEHTA.
HacneacTBeHnHbIi aHTHOHEBPOTHYECKHM OTeK | Tuma, o0ycnoBiaeHHbIH neduurom C1 narndoutropa
3CTEpasbl.

JleueHne He moONMyyaeT TaK KaK HET KIMHUYECKHMX CHMIITOMOB, HO HaXOJAWUTCS O]
HaOJI0IeHNEeM Bpadya IMMYHOJIOTa, TaK Kak 3a00JeBaHUEe MOKET J1e0I0THPOBATh.

KJIMHUYECKUN CITYYAM 4

[Tanuenrt JI, my>kckoro nona, 17 ner

JKamoOsl: oTeku nuIa, TOpTaHu, KOHEUHOCTEH, a0 IOMUHATIBHBIE OTEKH

1166



AmnamHue3 3a0oneBanus: 1e010T ¢ 12 et nepudepuueckue oteku 1-2 pazarom, ¢ 14 getT oteku
ctanu yanie 1-2 pasza B Mecsll, BO3HUKAIN CIIOHTAHHO, OTMEYajach MapruHalibHas 3puTeMa

AHamHe3 xu3Hu: PeOeHOK TOHOIIeHHbIN. AJuieproaHaMHe3: He OTATOLLEH.

Baxnunanus: no HalMoHalIbHOMY PUBUBOYHOMY KaJIEHIAPIO.

HacnenctBeHHOCTB: HE OTATOLIECHA

[Tepenecennsie 3a06oneBanus: OPBU. TpaBmsl, onepannu, reMoTpanchy3ud OTPHUIIAET.

[TpoBeneHo obcenoBaHue.

Knunuueckuii ananus kposu: Hb — 152 /i spurporutst — 4,0 x 10° /11, nefikorutsl — 61 x
10%m, r03uHO(HIBE — 2%, CErMEHTOAAepHbIE HeHTPOobUIEl — 63%, MuMQOIUTH — 31%, MOHOLIUTHI-
2%, COD — 5 mm/a. UmmyHorpamma: T-mumbountst (CD 3) — 51%; B mumdponutsr (CD 19) — 8%
T-xennepst (CD 4) — 17%; Ummynornoynunst: A — 1,20 v/ 1; M —1,3r/ 1; G — 12,8 1/ 1.

OnpeneneHsl KOMIOHEHTHI KoMIuieMeHTa: Cl- uHrubuTop screpassl koi. 24 mr/mn (23-41
mr/amn); Cl-unruburtop (PyHKUIMOHANIBHAS aKTUBHOCTH — 55 % Mkr/mut (B Hopme 70-130) mkr/min);
C4 xommnonent komruiemenTa 0,06 r/i (0,09-0,36r/).

YuuThIBas TO, YTO Y MalMEHTAa, KIMHUYECKYI0 KapTUHY KOTOPOTO Mbl OMKCAIU BBIIIE
OTMEYAIOTCSl AHTMOHEBPOTUYECKUE OTEKH, KOTOpblE HE KYNUPYIOTCS AaHTUIMCTAMHUHHBIMH U
CUCTEeMHBIMU TOPMOHaMH, a0IOMUHAJIbHBIE 0OJU, IPU OTCYTCTBUU CYIIECTBEHHBIX U3MEHEHHS CO
CTOPOHBI JAPYTUX UMMYHOJIOTMUECKUX MoKa3arened u B aHaiuse KpoBU( Cl mHruburop screpassl
KOJMYECTBEHHBI B HOpME , a (DYHKUMOHAIBHBIN cHUXEeH , C4 KOMIOHEHT KOMIUIEMEHTa ObLI B
HOpPME), OH OB OTIIPABJIEH Ha MOJIEKYJIIPHO-T€HETUUECKOE UCCIIEA0BAHNE, ISl TIOATBEPKIACHUS WK
uckmoueHnss HAO, 1o Obuia BbesiBiaeHa mytamus ¢ 1249+1GA B reHe SERPINGI B
reTepO3UTOTHOM COCTOSHUU.

Huarno3: IlepBuunbiii ummyHogepuiut: Jlepekt B  cucTeMe  KOMILIEMEHTA.
HacnencTBeHHBI  aHTHMOHEBPOTHYCCKHA  OTEK 2  TUMA, OOYCIIOBICHHBIH  JCPUITUTOM
¢bynkimonanbHoOM akTuBHOCTH C1 MHrHOUTOpA AcTEpasbl.

JleyeHnue noyyaeT corjiacHO KIIMHUYECKUM PEKOMEHIAIIM.

OBCYXIEHHUE

W3y4uB MUPOBYIO HAYyUHYIO JIUTEPATYpPy U UCTOPUM OOJIE3HU MMALUEHTOB ObLIO ONPEIEIICHO,
yto y 40 % mnanueHToB, KOTOphIM ObLT nuarHoctupoBaH HAO, 10 MOCTaHOBKM AuMarHo3a ObLIU
omucaHbl nepudepudeckue oTeku, y 35 % manueHToB ObUT omHcaH a0JAOMHHAIBHBIA CHHAPOM,
KOTOPBIN COMPOBOXKIANICS CHIIBHBIMU OoiisiMu M 18 % M3 HUX OBLIO MPOBEAECHO HE OINpaBIaHHOE
XUPYPrudecKoe BMEIIaTeIbCTBO, KOTOPOE KaK U MOJIarajoch BhISICHUTH UCKIIIOYMIIA XUPYPIUUECKYIO
NaTOJIOTHI0, y 22 % ObLI OMUCAH OTEK TOPTaHU U MATKOro Heba ¢ MpucTynamu achuKcuu, KOTopble
KaK MpaBWJIO HE KYNHUPOBAIUCH, Y 3 % MpPOLIEHTOB ObLI OMHCAH IUIEBPAJIbHBIA BBINOT, IPUUHHY
KOTOPOT'O HE MOTJIM BBISICHUTB, TaK KaK BCe 3a00JI€BaHUS , KOTOPbIE MOTJIM IPUBECTH K HEMY ObLIH
HCKITIOYEHBI.

Cpenu HalMx 4eTblpex MalMeHTOB, UCTOPUH OOJIE3HM KOTOPBIX MbI M3ydmid, y Tpex HAO
MIPOTEKAJ C IPKO BBIPAXKEHHON KIMHUYECKON KapTUHOW, Y OJTHOM MallMeHTKH ObUI TMarHOCTUPOBaH
HAO, HO kinuHWYecKOoW KapTUHBI He HaOmonanock. CoOrnacHO JaHHBIM MHPOBBIX HAYUYHBIX
HCTOYHUKOB, KIIMHUYECKasi KapTHUHa 3a00JieBaHUs Yy MAllMEHTOB, KOTOPhIM nuarHoctupoBan HAO
MOJKET TMPOSBUTCS B JIIOOOW MOMEHT, MOATOMY OYEHb Ba)KHO, YTOOBI MAIlMEHTHI 3HAJIU O CBOEM
JMarHo3e.

Ha ocHOBaHMM Hay4YHOW TUTEpaTyphbl, HAYYHO-TPAKTHUYECKUX KOH(DEpEeHIM U H3ydeHHH
ucTopuil Oone3Hel onucaHa KJIMHUYecKas kapTuHa nanuentoB ¢ HAO, ee pazHooOpas3ue u Mackw,
II0J1 KOTOPBIMU OHAa MOJKET CKpbIBaThca. Ha JaHHBI MOMEHT IO CTaTUCTHKE PAclpOCTPaHEHHOCTh
cocraBiseT | yenosek Ha 50000 mroneit, ©CXo/s MO 3TUM pacueTaM B Halllel CTpaHEe JI0JKHO ObITh
2500-3000 mamuentoB ¢ HAO, HO Ha JaHHBI MOMEHT B PETUCTPE 3apETUCTPUPOBAHO TOJIbKO 600
MAIMEHTOB, 3TO 3HAYUT, 4YTO B cTpaHe okoJio 2000 HezapeructpupoBaHHbix ciiydyaeB HAO.

BbBIBO/JbI

VYuurtsiBas pazHooOpasue KianHuUeckux nposisieHnii HAO, oTcyTcTBHE HaCTOPOKEHHOCTH
cpeau Bpadel, OTCYTCTBHE IIEPBUYHOM BBISABISIEMOCTH, KOTOpBIE YXYyALIAIOT BBIABIECHUE U
nanpHeiee JedeHue mnauueHtoB ¢ HAO, mnpuBogur K TOMYy, YTO TMAIUEHTHl C HE
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JMAarHOCTUPOBAHHBIM HACIICJICTBEHHBIM aHTHOHEBPOTHYECKUM OTEKOM HAOJIOMAIOTCS IIUTEIHHO Y
Bpaueil pasMUYHBIX CHEIHATBHOCTEH C OTCYTCTBHEM 3(dekra OT mpoBOAUMON Tepamnuu, 4To K
OOJIBIIIOMY COXAJICHHIO MOXET IPUBECTH K OCJOKHEHMIM M JaXKe JieTaabHoMy ucxoxay. [ToaTomy
Bpad JIF000M CIEeNHUaIbHOCTH JOJDKEH 3HaTh O TakoM 3aboneBanue kak HAO, pasHooOpasusx ero
KJIMHUYECKOTO IMPOSABJIIEHUS 1 OCHOBHBIX MOMEHTAX €ro JMarHOoCTHUKU.

Pannss nuarsoctuka HAO yMeHBIIAT 4aCTOTY U TSOKECTh MPUCTYIIOB, TO3BOJIIET N30ekKaTh
OCJIO’KHEHUS TIPU Pa3IMYHbIX MAaHUITYJISIIUSIX, YMEHBIIAET KOJTUYECTBO FOCHUTATIU3AIUMI, TOBBIIIAET
MPUBEP>KEHHOCTD MALMEHTOB K JIEYEHUIO U €T0 COLIMATIbHON AKTUBHOCTH, & CAMOE IJIaBHOE YJIy4YIIaeT
Ka4eCTBO XKU3HHU M U30aBJISIET OT IMTOCTOSTHHOTO CTpaxa 3a CBOE 3/I0POBbE M CIIOHTAHHBIX IMPUCTYTIOB.
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MNPUMEHUMOCTb MOJEJUPOBAHHUS IN SILICO Jisi OEHKHW BEIIECTB
KAHAUJATOB JIEKAPCTBEHHBIX CPEIACTB HA JOKIMHHUYECKOM 3JTAIIE
HNCCIEAOBAHUSA

Kanszapapo Jleonun TI'enmnanpeuu’, KopotkoB Aprem Bnagumumposuul?, Makeen Ouer
I'epmanoBuy’?

1Ka(1)ez[pa MEIUIMHCKON OMOJIOTNH U T€HETUKHU

®I'bOY BO «Ypanbckuii rocy1apcTBEHHbIN MEIMIMHCKUN YHUBepcuTeT» Mun3apasa Poccun
TAY3 CO «IHCTUTYT MEIUIIUHCKUX KIJIETOYHBIX TEXHOJIOTHUIN»

ExarepunOypr, Poccus

AHHOTAUA

Beenenne. Cpenn MHOXKECTBA MEPCIIEKTUBHBIX MPENAPATOB, JIHIIb SAWHHUIBI CTAHOBSTCS JEKAPCTBEHHBIM MPEMapaToM
U TIONAAAI0T HA anTeyHble MOJKH. [Ipy 3TOM IMIaBHYIO posib B X OTOOpE WrparoT JoKinnHH4Yeckue ucnbitanus. Lean
UCCJIeJOBAHUS — OLCHUTH NpuUMeHHMOcTh nporpammbl VEGA in sSilicO B OTHOWIGHWM IpenapaToB-peruIvK
Tpua3aBupuHa. Martepuan u Meroasnl. [Ipenapartel-peruku Tpuasasupuna KC 1494, KC 2054, KC 2050, KC 2073 u
TS 298; xierounsie muanu SK-N-SH (suHUsS kieTok HelipoHaibHOW Tkauu), Hep 3B (IMHMS KIETOK remaToIMTOB),
HOC2 (2-1) (nuuus kineTok KapauoMuonutos), JIY 3/81 (iuHus KIeTOK GrOPOOIACTOB JIETKHX YMOPHOHA YEI0BEKA).
TOKCHYHOCTH TIpETapaToB olleHuBau cranaapTHeiM MTT TectoMm ¢ ucmonb3oBanneM Habopos G4104-100T (Servicebio
Technology, Kutait) cormacHo mpoTokoy nmpou3BoauTesst ONTHYECKYIO TUIOTHOCTh PETUCTPUPOBAIN Ha BEPTUKATHLHOM
cnekrpodoromerpe (Multiskan GO ThermoFisher Scientific) ¢ mnauHoi BonHbl 570 1 690 HM; C HENBIO H3yYEHHS
TEHOTOKCHYECKOTro 3¢ (deKTa HCIOIb30BANICS METOJ[ aHAIN3a MOJUMOpGhHU3Ma JUIMH aMIUTU(QHUIUPOBAHHBIX Y4aCTKOB.
Pe3yabratsl. [Ipy aHaIM3€ TeHOTOKCHYHOCTH 0Ka3aJloCh, YTO CBSI3b ITOJYYE€HHBIX PE3yJIbTaTOB B OCHOBHOM ObLIa ciiaboi
n tonbko B otHomeHun JuHuMA SK-N-SH (meiiponanbHas Tkanp) u Hep 3B (remarouutsl) ObLIa CTaTUCTHYECKH
3HaunMoil. [lpyM aHanM3e TOKCHYHOCTH MCCIIEIYyEeMBIX BELIECTB, KOPPESIMS BO BCeX cCilydasx Obula CHJIbHAs M
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