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Yacrora BCTpe4aeMOCTHM HOYHOW mNapokcusMaiabHOii remorjoounypuu (ITHI)
cocraBjsieT Bcero 1-2 cayyas Ha MWLIMOH. HecmoTpsi He TO, YTO ¢ aHeMHMYEeCKHUMHU
CHHAPOMAMHU CTAJIKHBAaETCs Bpay J1000H NPAKTHKHU, NAUEHTHI ¢ 00Jie3HbI0 Mapkuadga yacto
oopamawTca B otaejdenue Hedposaorun. I[lapoxkcusmajibHass HOYHAsT TeMOIJIOOMHYPHUS
COINPOBOKIAETCH OCTPHIM NMOBPEKIEHUEM 0UY€EK, BbI3BaAaHHBbIH remocuaepo3om. Ilocaeaqnue 10
JIeT BO3MOYKHOCTH JIa00PATOPHOIi TUATHOCTUKY JOCTUIJIM BBICOKUX pe3yabTaToB. [lossBuiIach
BO3MOSKHOCTh IMArHOCTHUKH peakux ¢popm anemum, B yactHoctu ITHI'. B nanHou crarbe
pPaccMOTPpMM  OCHOBHbI€  HANPABJIEHWS] JHATHOCTHKHM  MAPOKCHU3MAJIBLHOW  HOYHOM

reMorJIO0MHypHH.
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METHODS OF PAROXYSMAL NOCTURNAL HEMOGLOBINURIA DIAGNOSTIC
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The incidence of nocturnal paroxysmal hemoglobinuria (APG) is only 1-2 cases per
million. Despite the fact that anemic syndromes are encountered by a doctor of any practice,
patients with Marciaf's disease often go to the Department of nephrology. Paroxysmal
nocturnal hemoglobinuria is accompanied by acute kidney damage caused by hemosiderosis.
Over the past 10 years, the capabilities of laboratory diagnostics have achieved high results. It
is possible now to diagnose rare forms of anemia, in particular APG. In this article we will
consider the main directions of diagnosis of paroxysmal nocturnal hemoglobinuria.
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[Tapokcu3manibHasi HOYHAsI TEMOTJIOOMHYPHS - PEAKOE MPUOOPETCHHOE 3a00JIeBaHNE KPOBH,
XapaKTepU3yIolleecss pa3pylIeHHEM OJpUTPOLIMTOB CUCTEMOM KommuuMmeHTta. [IposiBisercs
XpPOHUYECKMM  BHTYPUCOCYAMCTBIM  TI€MOJU30M,  KOCTHOMO3IOBOM  HEJOCTAaTOYHOCTHIO,
MOBBIICHHBIM PUCKOM Pa3BUTHUS TPOMOOTUYECKUX OCIOKHEHUH, MOYEUYHON HEAOCTATOYHOCTU U
NErOYHON TUIIEPTEH3UH.

BrnepBreie 310 peakoe 3aboneBanue ObUTO onmucaHo B 1882 roay W MOCTOSHHO BBI3BIBAIIO
MHTEpEC y Bpauel, TaK Kak MaToreHe3 JaHHOTo 3a00sieBaHus He ObUT U3y4eH 70 KoHIa. Jo HenaBHero
BpeMenu [IHI' cuurtanock cepbe3HbIM 3a00J€BaHUEM C HEraTHMBHBIM IporHo3oM. B 2007 roxy Ha
(dapmaieBTHUECKOM pbIHKE nosiBisiercs npenapat «Comupucy. C mosBIEHHEM 3TOrO IMpernapara
neuenue [THI' cTamo BO3MOXKHBIM, TaKk KaKk pEeKOMOMHAHTHOE TYMaHH3UPOBAHHOE MOHOKIIOHATLHOE
AQHTUTEJO B JAHHOM MpernapaTe cBs3bIBaeTcs ¢ 0enkoM C5 cucTeMbl KOMIUIMMEHTA. JTO MPUBOIUT K
TOMY, 4TO AaHHBIA Oenok C5 murubupyet ero pacuieruienue 10 C5a u C5b, uto mpegoTBpaiiaer
o0Opa3oBaHHe TEPMUHAIBHOTO KOMILIEKca KomruieMeHTa C5b-9 B HEMpOMBIIICUHBIX COSAMHEHMSIX
[1].

[TaToreHe3 naHHOro 3aboieBaHMs 3aKJIIOYAETCS B TOM, YTO B CTBOJIOBOW KJIETKE KPOBHU
npoucxoauT comatnueckas myrauus reHa (PIG — A), koropas nokamuzoBaHa Ha X-XpOMOCOME.
MyTtanus npuBoAMT K AeUuuTy raukosuidocharuananao3utonoBoit (GPI) nunuaHol cTpyKTypsl,
KOTOpast (PUKCUPYET IIUPOKUI CHEeKTp OenKoB Ha MeMOpaHaX KJIETOK KpOBH. MyTamusi MOXXET
BO3HUKATh KaK B OJHOW, TaK M B HECKOJBKUX CTBOJOBBIX KJIETKAaX KpoBH. Ecimu mpowmcxoaut
orcyrctBue GPI, B uwactHoctm CDS55 m CDS59, Hactynmaer HapylieHHE peryisiiuM CHCTEMBI
KOMIUTUMEHTa, (OPMHUDPYIOTCSI KIETKH, MOJBEPKEHHbIE XPOHUYECKOMY BHYTPHCOCYAMCTOMY
KOMIUIEMEHT-00YCIIOBIEHHOMY JIM3UCY.

CucremMa KOMIUIMMEHTa — 3TO YacThb BPOXKIEHHOI'O MMMYHHMTETa, MMEIOLIEro JBa JTara
Pa3BUTHUS: IPOKCUMAIILHBIN U AUCTATBHBIA WM TEPMHUHATBHBIMN.

[TpoxcumanbHBIE MMEET TPH OCHOBHBIX INYTH AKTUBAIMM KOMIUTUMEHTA: KJIaCCHYECKUH,
IbTEPHATHBHBI W JICKTWUHOBBIHA, KOTOpbIE B CBOIO OYepedb NPUBOMAT K akTmBm3ammu C3 —
KOHBEPTa3bl B CUCTEME KOMITUMEHTA, KoTopas crocoOcTByeT nuddepeniuposke C3 KOMIOHEHTA
Ha C3a u C36. C3-xoHBepTa3a mnpexacraBiser coboil komruieke u3 C4b u C2a (B ciydae
KJaccudeckoro mytH) win u3 C3b u Bb (B ciyuae anbTepHaTHBHOTO MyTH).

C3b oTBeuaeT 3a aktuBaruio C5-koBepTassl u cuHTe3 U AuddepenunpoBky C5 Ha CSa u C56.
B nopme npu nuddepennupoBke 3a cueT BceX HEOOXOIUMBIX O€IKOB U (PepMEHTOB 0OpazyeTcs
KOMILIEKC cOCTOSIHUM. [Ipy maTojoruu mpoucXOAMT AECTPYKLUS KIETOK M BCIIEACTBHE PaOOTHI
MeMOpPaHOATaKYIOIIEro KOMIUIEKca 00paszyeTcst TpoM003.

AKTHBHOCTh CHUCTEMBI KOMIUIEMEHTa KOHTPOJMPYETCS HHTHOWTOpaMH B IUIa3Me€ KPOBH,

OJIOKUPYIOIIUMH U30BITOUHYIO peakiuto [2,4].



Nurnburopamu BeicTynarot 6enku-peryasatopsl Ha memOpane CR1, DAF, CD55 u CD46. A
aKTHBATOPbl B CBOIO Ouepe]b ACIATCS HAa BHEIIHUE — MH(EKIMOHHBIC areHThl, XUPypPruyecKue
BMEIIIATENIbCTBA, TPABMbI U BHYTPEHHUE — OEPEMEHHOCTh, ayTOMMMYHHBIE TPOLIECCHI, CTPECC.

ITponecc, mpu KOTOPOM MHTUOUTOPBI U aKTMBATOPBI HAXOJATCS B PABHOBECHM, CUMTACTCS
HOpMaJIbHBIM. B cilydae napokcu3sMaJbHOW HOYHOW TIeMOIJIOOMHYpUHU, €CIM HauyUuHAeTCs
TCHETHYECKUH Ae(PUIUT MHTUOUTOPOB, TO BO3MOXKEH IMOKU3HEHHBIH PUCK Pa3BUTHS CHCTEMHON
KOMIUTMMEHT-3aBUCUMON TpomboTnueckorr Mukpoanruonatuu (TMA). B nHopme Ha memOpane
IpUTPOUTHON KiIeTKH oTMedaroT Oenku CDS9 u CDS5SS5. benox CDS59 3ammimaer 3puTpOIUTHI OT
KOMIUIMMEHT-UHYLIUPOBAHHOTO JIM3UCA U OJIOKUPYET COOPKY MeMOpaHOATaKyOLIEro KOMILIEKCA.
benox CDS55 BbI3biBaeT HecTaOMIbHOCTh C3-KOHBEPTa3bl, [10/1aBIsAET aKTUBALIMIO KOMIUIMMEHTA Ha
paHHEM JTane.

Ecnu 3Tux 6enkoB HeT, To mpoucxoauT noteps 3xcnpeccuu GPI — cBszannbix 6enkos (CDSS,
CD59) Ha reMOIMOITHYECKHX KJIETKAX U UX IOTOMKAX.

[Ipy mnapokcu3ManbHOW HOYHOM TIeMOIVIOOMHYpUM HaOJIOAAeTcs COCYIIECTBOBAHUE
mytantHoro (GPI-) u «aopmansHoro» (GPI+) remomnoasa [2].

Takoe cocTOossHME MOXET MNpPOTeKaTh C JAPYTMMH  KIMHUYECKUMH  BapHaHTaMU
HEJO0CTaTOYHOCTU KPOBETBOPEHMSI, HAIIPUMED, AIIACTUYECKAsi aHEMHUS U MHUEJIOAUCIIIIACTHUECKUN
curapoM. OcHoBHast npuunHa cmeptHocTH npu [THI' - xponuueckuii remonus. Mcromenune NO
MPUBOANT K 0OpazoBaHHIO TpomO030B. Cpean HHUX OTMEYAIOT WHTPaabJOMUHAIBHBIE BEHO3HBIC
TpoM0O03b1, TOJIA u apTepuanbHbIe.

K ocobennoctsim ITHI'-KJIOHOB OTHOCHTCS OTCYTCTBME NMPU3HAKOB MAaJIMTHHU3ALMUA. DTOT
MpoIleCC HE HMMEET aKTHUBHOTO pocTta W pa3Butus. Y MHorux OonbHbix I[IHI-kioH octaercs
CTaOWJIBHBIM B TEYEHHE MHOTUX JIET C COXpaHeHHEeM HopMainbHOU nuddepenupoBku. B psge
ciyyaeB ITHI-K10H MOXeT CrOHTaHHO Mc4e3HYTh. Puck TpaHcdopmanuu kinaccudeckoro ITHIT B
OCTpBI MUEIONIHBIN JIeliK03 He mpeBblimaet 1-3%.

Pannss nmarnoctuka [IHIT wrpaer BakHeHIIyr0 pojib B CBOEBPEMEHHOM Ha3HAYCHUU
s¢dextuBHOrO JsiedeHUs. OCHOBHBIM METOJOM SIBJISIETCSI BBICOKOUYBCTBUTEIbHAs HPOTOYHAS
nutomerpus Ha Hanuuue [THI -knona B I1IK. IIpoToyHas nuTOMETpUS MOKET ONPENETUTh HETOUHBIN
JIMarHo3, eclii HccieloBaHue OyleT MpoBeaeHO B mepuoji remMoTrpaHcdys3un. Tak kak BO Bpems
TpaHC(Y3UH YBEINIHBACTCS KOJMIECTBO IPUTPOITUTOB ¢ HOpMaIbHOH dkcmpeccueit CD59 b CD55.
Anamusz nedpunura 6enxkoB GPI-AP pexomeHnyeTcs IpoBOAUTh KaK Ha SPUTPOLIMTAX, TaK U Ha
neiikonurax, nockoibky npu I[IHIT sputponuTsl nusupyroTcss nmojx AEHCTBHEM KOMIUIEMEHTA,
M3MeHss 00Ul pa3mep KioHa. JIaHHBIM METOJ TUarHOCTUKU OIpPEeIseT He TOJbKO MOMYIISIUI0

kieTok ¢ aepunuroMm GPI-cBs3aHHBIX OEIKOB, HO M MPOIEHT KJIETOK C MaTOJIOTHEH. J[narHocTuky



pexomeHayercs AenaTth 1-2 pasza B rofl, Jaxke MpU OTCYTCTBUU KIIMHUKO-Ta00paTOPHBIX MPU3HAKOB
remouu3a [5].
Knuanueckast KapTHHA TAMEHTa ¢ TApOKCU3MAIIbHONW HOYHOM reMOrio0nHypureit

[Tanment M.A.B., 1993 roxa poxnenus

Huarnos: IlpuobpereHHast uauonaTuyeckas ariacTuyeckas aHeMusi, CBepxTsbkenas gopma.
Kypc xoMOMHMpPOBaHHON MMMYHOCYHPECCHBHON Tepamuu (TuMorinodymuu-22.01-26.01.16 r.) +
LUKJIOCTIOPUH A). AJUIOT€HHAs pOJICTBEHHAs TPAHCIUIaHTalMs KOCTHOro Mo3ra (14.06.16 r.).

[Tapokcu3manpHas HouHas remorioounypus (12.2015 r.).

XPpOHUYECKUI BHYTPUCOCYTUCTBIA IT€MOJIHU3.

Ocnoxnennsi: TpansutopHas JiekapcTBeHHas HeppoTokcnmuHocTh (LICA). Bropuunbiii
reMOCHUEPO3.

B remorpamme sputpouutst 1,32%1012/1, petukynonutst 72,5 %0, cheporuTos, arperamus
IPUTPOLIUTOB, reMorioouH 49 r/n, Tpomborutel 16*109/m, nelikommtel  2,66*109/7,
nanoukosiepusie 1 %, cermenrtosinepusie 4 %, mumdorutet 87 %, monomuthel 7 %, COD 52 Mm/4.
MuenorpaMmma: IMyHKTaT 3HAYUTEIBHO CHIDKEHHON KJIETOYHOCTH. MerakaphoIUThl B IYHKTaTe HE
Haigensl. bnactoB Het. [Ipo6a KymOca (nmpsimasi, HenpsiMasi) — oTpuliatenbHas. B OnoxuMudyeckom
ananuse kpoBu: Jlaktatnerunporenasa- 1194,0 Ex/n (N no 450 En/n), OunupyOun oOmuit 22,2
MMOJIB/TT (TIpsiMOii — 5,6 MMoJIB/1, Hempsimoir 16,6 mMmons/n). TpenanoOuoncHs: W3MEHEHUS
OTPa)KaroT THUIIOIUIA3UI0 KOCTHOMO3roBOro KposeTBopeHMs. IIHI'-kiIOoH BeIABIEH: cpenu
rpanynonutoB (FLAER-CD24) — 52,72 %, cpenn monounutoB (FLAER-CD14) — 58 %, Ha
sputporutax 11 % [3].

Takum o0Opa3zom, mapokcu3MaibHas HOYHas TreMorioOuHypus (OonesHr Mapkuadassl
Muxkenu) — npuOOpEeTEHHOE KIOHAIBHOE HapYIIEHHE TIe€MOIMOATHUYECKUX CTBOJOBBIX KIETOK,
XapaKTepu3yroleecs: HeCTaOMIbHOCTBIO KJIETOYHBIX MEMOPAH U UX BBICOKOH UyBCTBUTEIIBHOCTBIO K
KOMIUIEMEHTyY. B oOcHOBe maToreHe3a MapOKCU3MAaJIbHOM HOYHOW TIeMOIJIOOMHYpPUM JIeXaT
pUOOpETEHHBIE COMAaTUYECKWe MyTauuu (u3BecTHbl 174 comaruueckue MyTaluu) B
TEMOTMOATUYECKUX CTBOJIOBBIX KieTkax. [loutm Bce OonbHble ITHIT umeror MonexynspHbie
noBpexxieHuss B 30He PIG-A rena ( Phosphatidyl Inositol Glycan complementation group A),
KOTOpBIH JIokanu3oBaH Ha X xpomocome (Xp22.1). Ilponykt rena PIG-A HeoOXxoauM Ha paHHUX
JTanax CHHTE3a INIMKO3WI(OCHATHUAUIMHOZUTONBHBIX CTPYKTYP, KOTOPBIE CIYKaT «SIKOpeM» s
TPYII  MOBEPXHOCTHBIX MPOTEHHOB, YYAaCTBYIOIIUX B MOJICPKaHUM TpaHCMEMOpaHHOH
KOH(UTyparuu OENKOB U 3allUTe KJIETKH OT KOMIOHEHTOB KomruieMeHTa. Jepunur GPI-sxopHbIx
MPOTENHOB MPUBOAUT K moTepe 6enkoB (CD59+ u ap), kotopsie HHTHOUPYIOT (C5-C9 KOMIOHEHTHI

KOMIUIEMEHTA), YTO MIPUBOJIUT K MOBBIIIEHHOMY pa3pyLICHUIO KJIETOK KPOBU M KOCTHOTO MO3Ta.



Knuanueckre CUMITOMBI y OOJBHBIX C TMAPOKCHU3MAIBHOW HOYHON TeMOTJI00MHYpHEi
3aBUCAT OT CTETCHH BOBJICUYECHHS METAKAPUOLUTAPHOTO M TPaHyJIOLMUTAPHOIO POCTKOB U CTEIECHU
BHYTPHCOCYAHCTOTO TEMOJN3a, TeMOrIoOMHEeMHH, remornoOunypun. Kiaccudeckas tpuana:
reMOJIUTHYECKas aHEMUSl, TAHIIUTONICHHS], TPOMOO3BI.
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