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HHATOPU3NOJNOI'MYECKHUE ACIIEKTBI HACJIEACTBEHHOI'O
AHI'MOHEBPOTHYECKOI'O OTEKA. OCOBEHHOCTHU TEYHEHUA
HA IIPUMEPE CEMEIHHOI'O KIMHUYECKOI'O CJIYUAS

Beeoenue

HacnenctBennsiii anrnoneBporuueckuii otek (HAO) — ayTocoMHO-IOMUHAHTHOE Ha-
cnencTBeHHoe 3aboneBanue. [1o cratucruke BO3 BcTpewaercs ¢ wacroroit 1:10000—1:150000,
YTO COOTBETCTBYET KpUTEpHsIM op(daHHbIX (penkux) 3aboneBanuil [1]. Takas HeBbICOKas pac-
NPOCTPAaHEHHOCTh MPHUBOIUT K HU3KOW OCBEJOMIIEHHOCTH MEIUIIMHCKOTO MepcoHaa o 3a00-
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JeBaHUM, K €ro HeNpaBUIbHOW WM MO3AHENW AMArHOCTHKE, YTO MOXKET XapaKTepH30BaATHCS
pa3BUTHEM ONAcHBIX oclokHEHUH. [Io coBpeMeHHOI KiacCu(pUKAIMK BBIIESIOT ABE TPYIIIbI
HAO [2]. K nepgoii rpynme otHocat: HAO-1 (85% cimydaeB) , mpu KOTOPOM OTMEUYAETCs KOJIN-
yecTBeHHBINH HenocTarok Cl-unrudburopa (menee 30% ot Hopmbl) u1 HAO-2 (15% ciyuaes)
¢ ¢pyHKUMOHANBHBIM HenocTarkoM Cl-uHruOuropa, Mpu HOPMAJIbHOM WIJIM MOBBIIIEHHOM KO-
JMYECTBEHHOM COJIepP’KaHNU B KPOBHU (CHMKEeHHE (DYHKIIMOHAJIbHOM akTuBHOCTH MeHee 50% ot
Hopwmel). [Ipu HAO-1 u HAO-2 naGmronaetcsi cHmxeHne Gpakiuu C4-KOMIIOHEHTa CHCTEMBI
koMIuieMenTa (menee 50% ot HOpMbl). B 0CHOBE mepBOro M BTOPOro THUIIOB JIeXkKAaT MYyTallUd
B rene, konupytomem Cl-unruéurop — CINH (SERPING1), pacnionoxennom Ha 11-i1 xpomoco-
Mme B perroHe 11q11-q13.1. Ko Bropoii rpymnme otHocsat HAO-3 (1% cnyuaeB) — ypoBenb Cl1-un-
ruOuTopa u ero GyHKIHS Y MallMEHTOB COOTBETCTBYET HOPME MJTU CJIETKA MTOBBILIEHbI, HO pa3BU-
BaeTcs nosiHast kiiuHuyeckas kapruia HAO [3]. 3a0oneBaHue XapakTepu3yeTcs SMU30AUYECKUM
OTEKOM CIIM3UCTBIX/TMOACIU3UCTBIX 000JI0UeK U MTyOOKHX CIIOEB JI€pPMbI JIFOOOH JIOKaIU3alHH,
BKJIIOYAsi KOHEYHOCTH, JIMILIO U TOPTaHb, U KaK MPaBUJIO HE CBA3aH C MATOJOTHe BHYTPEHHHUX
opranoB [1]. Oreku mioTHbIe, 00bIYHO Oe300e3HeHHbIE, Oe3 3yna. K ux pa3Butuio npuBoauT
BPEMEHHOE YBEITMUYEHUE COCYAUCTON MPOHUIIAEMOCTH, KOTOpasi BbI3BaHa BHICBOOOXKIEHHEM Ba-
30aKTUBHBIX MEAMATOPOB, I7I€ BEAYILYIO POJb UrpaeT OpaJiukuHUH. bpaiuKuHNH, CBS3bIBAsChH
CO CBOMMH PELIENTOPAMH, BBI3bIBAET PACIIMPEHUE COCYJO0B, MOBBIIIEHHE UX TPOHUIIAEMOCTH U
muhdyHIUpOBaHKE TUTa3Mbl BO BHEKJIETOYHOE MTPOCTPAHCTBO. BO BpeMs mpucTyma anieproio-
THYeCcKas ChIllb OOBIYHO OTCYTCTBYET, HO Y HEKOTOPBIX MAIUEHTOB MOXET MPUCYTCTBOBATh MU-
rpupyromias sputreMa (Erythema marginatun, nesymsmias, cepnuruosnas coinb) [4]. K Bo3HUK-
HOBEHMIO OTEKOB MOTYT MPUBECTU TPABMbI, PU3UUECKass aKTUBHOCTh, TICUXOAIMOLIMOHAIBHBIN
CTpecc, XUpypruueckre BMeIIaTelIbCTBa, FTOPMOHAJIbHBIE U3MEHEHHs Ha oHEe OEpEeMEHHOCTH,
OBYJISILIMM, MEHCTpYallUH, JaKTalluH, IPUEM HEKOTOPBIX JIEKAPCTBEHHBIX IPENapaToB.

Iens

[Ipoanann3upoBaTh 3THONATOTEHETUYECKHE 0COOEHHOCTH HACIIEICTBEHHOTO aHTHOHEBPO-
TUYECKOI'0 OT€Ka, BapruaOeIbHOCTh POSIBICHUN U €r0 TEUEHHUE Ha IPUMEPE CEMENHOI0 KIMHU-
YECKOIO CIIyYas.

Mamepuan u memoowl uccieoosanus

B pabote ncnonb30Banuch COBpeMEHHbIE TaHHbIE HAYYHOU JIUTEpaTypbl 00 3THOMATOTe-
Hetnueckux acnekrax HAO. [IpoBeneH peTpoCneKTUBHBIA aHAIN3 MEAMLIMHCKUX KapT JBYX
MAIMEeHTOB, KPOBHBIX POJICTBEHHUKOB, HAOMIOAABIIUXCS B Y3 «4-51 TOPOJCKAst IeTCKasi KIIMHU-
yeckas OonpHUIA» U Y3 «10-51 roposckasi KnuHMYEcKas 0onbHUIAY. B 1aHHOE ucclieoBaHne
OBUIM BKJIIOUEHBI MalMeHThl ¢ nuarHozoM HAO-1, ¢ pasnudHo# nokanu3ainueil orekos. J[is
BepU(UKaLMU AMArHO3a UM MIPOBOIWIOCH UCCIIEIOBaHNE HA Hanuyue myTanuii B rene CINH
(SERPING1) metonom kanmmsipuoro ceksenupoBanust JJHK B V3 «PecrybnukaHckuii Hayd-
HO-IIPAKTUYECKUI LIEHTP IETCKOM OHKOJIOTHMH, TEMATOJIOTHU U UMMYHOJOTUWY. Bece uccneno-
BaHUsI MPOBOJMIIACH C COOMIOZICHUEM TPaBUII OMOMETUIIMHCKONW 3THKH (COXpaHEeHHEe Bpadeo-
HOU TaliHbI U KOH(PHUICHIIUATHHOCTh HH(OPMAITUH ).

Pezynomamul uccnedosanusn u ux oocyyicoenue

[TarmenTka M, 2010 roga poxxaenus. B 13 neT ObL1 BEICTaBIICH TUArHO3 1€(EKT B cHCTEME
xommiemenTa, HAO-1(rmo MKB-10 — D84.1). Anamue3 3a00s1eBaHus: IepBbIe MPUCTYTIbI Haya-
auch B Bo3pacte 6—7 sieT. KpaliHuii IpucTyIn HA MOMEHT MCCIIEI0BaHUS MEIUIIMHCKON KapThl
pazBuics 26.12.2023 roga. Hakanyne nepenecia OPBU, pazBuBLIniics IPUCTYI TAKKE CBA3BI-
BAET C IEPEHECEHHBIM [ICUX03MOLMOHAJIBHBIM CTpeccOM. Bo Bpemst Bcex MpUCTYyNOB NalMEeHTKa
’KaJloBajlach Ha a0JJOMUHAJIbHBIE OOJIM, PBOTY, IATHUCTHIE BBICHINAHUS HA TEJIE, PELUIUBUPYIO-
IIM€ OTEKH JIUILAa U KOHEYHOCTEHN NPOSIBISIINCH pexe. [lepen HadaioMm NpuCTynoB 4yBCTBOBaJIa
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JIeTKO€ MOKaJblBaHUE B MECTE Pa3BUTHUS OTEKa, HapacTal oH MeasieHHo. [Ipu mpuctynax mo-
nydaet npenapar Cunpaiz 1000 EJI. Hacnenctsennsiii anamuaes: HAO-1 y MaMbl manmeHTKH
U cpenHero Opara (B cembe 4eThipe peoéHka). B V3 «PecnyOnukanckuil HayYHO-TIPAKTHUECKUN
LIEHTP JAETCKON OHKOJIOTHMH, reMaroyiorud U uMmMmyHonorun» 10.03.2023 meTomomM Kanmuiuisip-
HOTO CEKBEHHUPOBAHHS BCEX KOAMPYIOIIMX PETHOHOB M MPHWJIETAIONIUX K HUM CIUIalC-CaliTOB
reHa SERPING1 (C1NH) BeisiBiieHa reTepo3uroTHasl 3aMeHa OJTHOTO HYKJICOTHIA B CEIbMOM
9K30HE, MPUBOIANIAsA K W3MeHeHUI0 aMUHOKHCIOTH: ENST00000278407.9: c. 1180 A-> C,
P. Thr394Pro (PolyPhen2-probably damaging 1.00). lannas MmyTanus NOATBEPKAAET JUArHO3
HAO-1. Torma >xe ObUT BBIIOJIHEH OMOXMMHUYECKUIA aHAIN3 KPOBHU, IO PE3yJbTaTaM KOTOPO-
ro ycraHoBjieHo cHmxkeHue C4-komroneHta kommuieMenTa 0,035 r/n (pedepeHTHble 3HaueHUs
(0-14 net) — 0,13-0,46 1/m).

[TarmenTka JI, 1984 roga poxnaenus, sBisieTca MaTepblo nauueHTku M. Jluarnos — ne-
¢ext cuctembl kommumenTa, HAO-1 (mo MKbB-10 — D84.1). /luaruo3 BbICTaBJIEH B BO3pacTe
39 netr. AnamHue3 3a0oJyieBaHMsI: C BO3pacTa 6—7 JIET MEPUOIUUYECKH JKaJloBajach Ha a0OIOMU-
HaJbHbIE 00N, MHOTOKPATHYIO PBOTY, CJIa00CTb, ObLITN 3a(pUKCUPOBAHbI EAMHUYHBIE 0OMOPO-
Ku. Takoe COCTOSHME MPOXOIUIIO CAaMOCTOSITENRHO B T€UEHUE ABYX JIHEH. B Bo3pacte 16—17 net
BIIEPBBIE MOSIBUIIMCH PEIUINBUPYIOIINE OTEKH KOHEYHOCTEN IO MOBOLy KOTOPBIX oOpaliaiach
K CIIeIIMAINCTaM, ObLTH HA3HAYCHBI aHTUTUCTAMUHHBIE TPETapaThl, OJ0KUTEILHOTO Y dekTa
oT HUX He HaOmomama. OTeKH pas3pemainch CaMOCTOSTENbHO, vamie Bcero 3a 2—4 mus. OT-
MEYaeT YacThle OTEKH KUCTEH PYK, CBA3BIBACT UX C (DU3UYCCKON aKTHBHOCTBIO, BHICTABIISIICS
JMarHo3 peBMaTOMIHOIO apTpUTa. bplin Ha3HAYEHBI TIIFOKOKOPTUKOUBI, ITOJIOKUTEIBHOTO (-
(ekTa OT HUX NanueHTka He HaOmonana. [locne 3-eif GepeMeHHOCTH HaYalIuCh OTEKU CITMHBI
U IIeH, KOTOpBIE CBS3BIBAET ¢ HoleHueM jerell. [locne 4-0if 6epeMeHHOCTH U TEPEHECEHHOTO
COVID-19 ormeuaeT pe3koe yXyIIIeHHEe CaMOYyBCTBHSI, YBEIMUEHNE YACTOTHI BOZHUKHOBE-
HUs oTekoB. Yare Bcero orekasio Juuo. OTex pa3BUBaICS U pa3periaics MeIJIeHHO, B TEUEHHE
2-3 nueil. PazBuBaBIIMiics OTEK MTOCTABISI AUCKOM(OPT M BHI3bIBAT M3MEHEHHUE BHEITHOCTH
MAMEHTKU U BPEMEHHYI0 IoTepto TpyaocnocodHoctu. B HosOpe 2022 rona nanuentka M ca-
MocTOsTeNbHO BhIMONHIWIA HccienoBanue C1-MHI mnasmer kpoBu B MOOO «HezaBucumast
naboparopust UHBUTPO», npu koropoMm 0110 BEIsIBIIeHO CHUKeHUE KoHteHTpamu C1-MHI —
0,05 r/n, pedepentusie 3HadeHus1 coctaBisitoT 0,18—0,32 r/n. C pesyabraramu UCCIEA0OBAHUS
obparmnack k amieprosory. B mapre 2023 roga no moBoxy HAO obcnenoBanach u iedunach
B Y3 «10-a roponckas kinHUYEcKas OoimbHUIIA». B TOM ke Mecsie ¢ IByMsl 1€ThbMHU, KOTO-
pBI€ TaK)Ke CTpajajd OT OTEKOB (B TOM 4HMCJE C MauueHTko M), mpoxoauna oOcieoBaHHE
B Y3 «PecnyOnuKaHCKUI HaydYHO-IPAKTUYECKUIM LIEHTP AETCKOW OHKOJIOTUH, TEeMaTOJIOTHU U
MMMYHOJIOTHI». MeToJoOM KanWIISIPHOTO CEKBEHUPOBaHUs celbMoro sk30Ha reHa SERPING1
(CINH) B o6pasue IHK BrisiBIICHA reTEpO3UTOTHAS 3aMEHA OTHOTO HYKJICOTHA, IIPUBOASIIIAS
K u3MeHeHno aMuHOKHUCIIOTEL: ENST00000278407.9: c. 1180 A-> C, P. Thr394Pro (PolyPhen2-
probably damaging 1.00). b monTBep kaeH npenaBaputenbublil quarao3 HAO-1 ¢ nedururom
C1-UHI. C mpuctynamu obpariaercs B ajmieprojoruueckoe oraenenue Y3 «10-s ropoackas
KJIMHUYECKasi O0JIbHUIIA», TAe AJIs 00JerdyeH s OTEKOB MOIYyYaeT B/B KaleJIbHO CBEXKE3aMOpO-
KEHHYIO I1a3My.

Boieoon

HacnencTBeHHbIN aHTHOHEBPOTUUECKHUI OTEK SBJISIETCS pEAKUM I€HETHUECKUM 3a00I1eBa-
HUEM U XapaKTepU3yeTCsl TeTEPOreHHOCThIO KIIMHUYECKUX MposBieHuil. Hanbomnee yacto nep-
BbIC MTPU3HAKH 3a00JI€BaHUS IPOSIBIISIIOTCS B JIETCKOM H IOJIPOCTKOBOM BO3PACTE, TakxkKe 3a00-
JeBaHHe 0OBIYHO HOCUT ceMelHbIi xapakrep. Orexu npu HAO xapakTepusyroTcs MeIICHHBIM
HapacTaHUEM U MEJUIEHHBIM pa3pelIeHHEM, IUIOTHOW KOHCHUCTEHIMEH, 0e30071€3HEHHOCThIO
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U OTCYTCTBHUCM 3yaa. Mexann3m Pa3sBUTHUA OTCKOB, INIABHBIM O6p330M, CBA3aH C )Iel\/’ICTBI/IeM
OpanukuHuHa. [Ipyu maroreHeTnyeckoil Tepanuu OJOKHPYIOTCS 3BEHbsI IATOT€HE3a, KOTOPhIe
CIOCOOCTBYIOT U3JIMIIHEMY 00pa3zoBaHuIo Meanaropa. OtmeuaeTcst HeAP(HEKTUBHOCTh aHTUTH-
CTaMHWHHBIX ITpe€IapaTroB, INMTIOKOKOPTUKOCTCPOUIOB U aApCHAJIMHA. HOSHHHH HJIN HEIIPAaBUJIb-
Hast AMarHoCTukKa HAO, HHU3KasA OCBCAOMJICHHOCTb MCIUIIMHCKOI'O IIEPCOHAIa MOTYT IPUBECTH
K TSKEJIBIM OCJIOXKHECHHAM, BIIJIOTH A0 JETAJIBHOT'O UCXO0Aa.
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