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AnHoTanusi. B nmyOnukanuy npuBeeHO KIMHUYECKOe HAONIIONEHHE NAlMeHTKH, CUMITOMAaTHYECKOTO HOCUTEIS TeHa
remopuimu A. [Nanmentka [I., 1952 . p., B ceMbe HacienoBaHHE reHa reMOGHUIMU A yraercs HPOCISIUTh B YEThl-
pex mokoneHusx. Y camoi JI. M ee pOIHON CECTPhI CHIHOBBS OONCHOT TsHKeI0l (Gopmoit remModpummuu A. IlamueHTka
IIPEIIBSIBIISIET KOOl HA TOSBICHUE CaMOIIPOU3BOJIBHBIX CHHSKOB Ha KOXKE TYJIOBHINA, KOHEYHOCTEH, OCIOKHEHHUS B
BUJIe KPOBOTCUCHUI B mocieonepanuoHHoM nepuone. KomndectBo nedpuuurtaoro ¢akropa VIII — 28-33 %. B nmeto-
pOomHOM BO3pacTe — runeprnoiumenopparuu. B 1977 r. — anenaskromus, 1980 . pesexims pedpa mo moBogy ocreodia-
CTOKJAcTOMBL, B 1988 I. TOH3MJIDKTOMHS CONPOBOXKAATUCH MAaCCUBHBIM KpoBoTeueHreM. B 2001 r. mon npukpsITHEM
KpPHONpELUNNUTaTa IPOBEIeHa CEKTOpallbHas Pe3eKIUs JeBOM MOIOYHOM *Keme3bl, OCIOKHUBIIASCA Pa3BUTHEM IeMa-
ToMblL. B 2014 1. — ynaneHune KaHIUIOMBI aHaIbHOM 00macTH, 2019 r. — MacTIKTOMUSI CIIpaBa 110 MOBOJY paka MOJOYHOM
XKeJe3bl, IPOBOJMIINCH MOJ TIPUKPHITHEM COBPEMEHHBIX KOHIEHTpaToB (akrtopa VIII, 6e3 reMopparniyeckux ociox-
HEHUH. Y >KEHIMH HOCHTEIBbHUIl I'eHa TeMOQHIMU C colepXaHueM aeuuurHoro ¢akropa meHee 60-40 % B psne
CUTyalluif MOXKET MMETb MECTO reMopparndeckuil cuHapoM. VMHBa3uBHBIE BMEIIATENbCTBA UM CIEAYET MPOBOAUTH C
UCIIOJIBE30BaHNEM KOHIIEHTPATOB HEJOCTAIOIIETO (hakTopa.

KiroueBble ¢J10Ba: CHMIITOMAaTHYECKOE HOCUTEILCTBO T'eHA FCMO(I)I/IJ'II/II/I A

Jnsa uutupoBanus: KinHudeckoe HaOMIOICHHE MAIMEHTKH — CHMITOMATHYECKOTO HOCUTEN reHa remModmimu A /
B.B. Boiiniexorckui, T.B. Ecennna, E.A. ®unaroa u 1p. // JlaapHEBOCTOUHbBII MEAUIUHCKUT )KypHai. —2022. —Ne 1. —
C. 81-84. http://dx.doi.org/10.35177/1994-5191-2022-1-14.

CLINICAL OBSERVATION OF A PATIENT
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Abstract. The publication provides a clinical observation of a patient, a symptomatic carrier of the hemophilia A gene.
Patient D., born in 1952, in the family, the inheritance of the hemophilia A gene can be traced in four generations. D.
herself and her sister's sons suffer from a severe form of hemophilia A. The patient complains of spontaneous bruises
on the skin of the trunk, extremities, complications in the form of bleeding in the postoperative period. The amount of
factor VIII deficient is 28-33 %. In childbearing age — hyperpolymenorrhagia. In 1977 — appendectomy, 1980 — rib resec-
tion for osteoblastoclastoma, in 1988 tonsillectomy was accompanied by massive bleeding. In 2001, under the cover of
cryoprecipitate, a sectoral resection of the left breast was carried out, complicated by the development of a hematoma.
In 2014 — removal of anal candidiasis, 2019 — right mastectomy for breast cancer, carried out under the guise of modern
factor VIII concentrates, without hemorrhagic complications. In women who are carriers of the hemophilia gene with
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a deficient factor content of less than 60-40 %, in a number of situations, hemorrhagic syndrome may occur. Invasive
interventions should be carried out using missing factor concentrates.

Keywords: symptomatic carriage of the hemophilia A gene
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I'emodunus — HacrmencTBeHHOEe 3abosieBaHUE CBeEp-
THIBAIOIIEH CHCTEMBI KPOBHU, BO3HUKAIOIEE B PE3yNIbTaTe
nedurmra daxropa cBepreiBanus kposu VIII (remodunus
A) nmu IX (remodunus B) [1, 2, 8]. OcHOBHBIE MPOsB-
JIeHus. TeMO(UINU — KPOBOTEUECHUS] U KPOBOU3IHUSHHUS,
BO3HMKAIOIHE CIIOHTAHHO MJIU BCJIEACTBHE TPAaBMBL. Twm
HACJIEIOBAaHUS — PELECCHBHBIN (0OJCI0T MYKUUHBI, a
HepeaTIUKY MaTOJIOTHYECKOr0 T'eHa — XKEHIIUHBI). [Ipu-
YUHOW TeMO(UINU [BISIETCS MyTalus TeHa, KOAUPYIO-
mero FVIII (Xq28) umu rena, xogupyromero FIX(Xq27)
[10]. Temodpumus A (meduuut VIII daxropa cBeprhiBa-
Hus) coctaBisieT 80-85 % oT ob1ero unca ciry4aeB remMo-
¢umnn, remopunusa B (nedurur IX daxropa) cocraBuser
15-20 % [1, 2, 11]. 'eneTnueckne 0COOEHHOCTH reMOU-
JIMM XOPOIIO W3BECTHHL. ['eH reModmiInu mopaxaer Xpo-
MocoMy X. ¥V 5KEHILUH JIB€ XPOMOCOMBI X, TI09TOMY, €CIIH
OJlHA MOpaXKeHa TeHOM TeMO(HIINH, €€ TMOJaBIsIeT BTopas
JOMHMHAHTHasg XpoMocoMa. PoxkieHHas ¢ TaKUM OTKJIO-
HEHHEM JIEeBOYKa OyIeT HOCHTEeNeM reHa reMOpuinu. Y
MYXYHH €CTh TOJBKO OfHA X XPOMOCOMA, TO3TOMY OHH,
IpU HaJIWYMU TNATOJOTMYECKOro TreHa OONeroT remModu-
nueit. VI3BeCTHBI UMb eANHIYHbBIE Ka3yHCTHYECKHE CITy-
4ay reMO(UINU y JKCHIWH IPU HACICJOBAaHUU I'€Ha OT
oTIa 00MBHOTO TeMOUINe U OT MaTepy HOCHTEIIS T'eHa,
mu00 y JKEHIIMHBI C MyTaIlell TeHa Ha OXHOH XpOMoO-
come, Korzia reH Ha Apyroi He axtuseH (Oomnesss Illepe-
meBckoro-Tépuepa) [5]. B Poccun ¢ 2005 1. mpumMeHsieTcst
Ipo(UIAKTHUECKOE JIeueHHe OOTBHBIX TeMO(pMINEeH KOH-
nertparamu VIII u IX akTopoB, 4T0 U3MEHUIIO TAKTHKY
BE/ICHHS U 3HAUUTENNBHO YITyUIIIIO KaueCTBO KHU3HU ITHX
MAlMeHTOB, 3HAUUTENBbHO CHU3WIOCH Pa3BUTUE TSDKENION
opTonennveckoi naronoruu [3, 6, 7, 12].

B TeueHuwe INTETBHOTO BPEMEHHM CYHUTAIOCh, YTO
KEHIIUHBI-HOCUTEM HE HMEIOT CHMIITOMOB OOJIC3HH.
OpHako, B HacTosIee BpeMsi, HA OCHOBAaHWUHU OOJBILIOTO
KOJNMYeCTBA HAOMIONEHUH YCTAHOBIEHO, YTO CHUMIITOMBI
reMo(MINU MOTYT HPOSBIATBCA U Yy pAja >KCHIIUH —
nepeaaTyul] marojorumueckoro rexa [5, 9]. Hekxotopeie
KEHIIUHBI-HOCUTEN HMEIOT MPOSBIEHUS TeMOpparu-
YEeCKOr0 CHHApPOMA IPH ypoBHE (haKTOPOB CBEPTHIBAHUS
Hmwke 60-40 %, WX HaA3bIBAIOT — CHUMITOMATHYCCKUMU
HocutensiMu [9]. B pszpe ciydaeB akTUBHOCTH (hakTopa
VIII (FVIIl) y Takux >KEHIIUH MOXKET OBITh CHIDKEHA
1o 25-30% [10]. I'emopparudeckuii CHHAPOM HE IPO-
SIBISIETCSL Y HUX €XKEJHEBHO, HO MOTYT JErko oOpaso-
BBIBAaTbCS KXHMO3BI, OBITH THTENBHBIC KPOBOTEUCHUS
IoCJe ONEepPaTUBHBIX BMEIIATENBCTB, IKCTPAKIMN 3y0OB,
TpaBM, POAOPA3PEIICHHs, YaCTO UMEIOT MECTO TUIEpPIIOo-
JUMEHOPPATHH C Pa3BUTUEM XKeNe304ePUIUTHON aHEMHH
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[9]. B Hacrosmee Bpemst BecemupHoit deneparueii remo-
¢unmun pa3paboTaHbl METOABI NMPOGHUIAKTUKY U JICUCHUSL
KPOBOTEUCHHUH y CHMITOMAaTH4eCKUX HocuTenei [9].

B cBs3u ¢ PeOKOCTBIO CHMITOMAaTH4ECKOrO HOCHU-
TEJIbCTBA FeHa FeMO( NN IPUBOAUM CITydal U3 JINYHOU
HPaKTHKH aBTOPOB.

IMamumentka /[I., 1952 . p., npenpsBiser xamo0bl Ha
HOSIBIICHHE CaMOIPOM3BOIBHBIX CHHIKOB Ha KOXKE TYIIO-
BUINA, KOHEYHOCTEH, TsKENble KPOBOTEUEHHS B IOCIEO-
HepanMoHHOM mepuope. [emopparndeckue MpOSIBICHUSL
OTMETWJIa B AETOPOJHOM BO3pacTe, AIUTENBHBIE 1O 7
JHel oOmipHBIe MeHCTpyanuu. B 1977 1. 6s11a mpoBeieHa
ameHAKTOMHS, MACCHBHOE KpPOBOTEUEHHE PA3BUIOCH
Ha BTOpBIE CTykH mocie omepaunuu. B 1980 r. pesexus
pebpa 1Mo MOBOAY OCTEOOIACTOKIACTOMBI OCJIOXKHHUIACH
MaccuBHOU remaroMoil. B 1988 1. ToOH3WIIKTOMHUSA, KpPO-
BOTCUCHHE OTMEUEHO B IEPBBIE CYTKU IOCHE OIEPAIlHH.
IlockoabKy B ceMbe B HECKOIBKHX HMOKOIEHHAX SBHO
IpocMaTpHuBaeTcs nepefada reHa remoummu A (puc. 1),
y camoii nmauueHTku Jl u ee ponHON CecTphl AETU MyK-
CKOTO Tojia OONeroT Tskeno Qopmoit remodmimm A
C HMHBaNIUAM3AIMEH, MHOTHE DPOJACTBEHHUKH MY>KUMHBI
6onenu remodureil, mpeanonaratoch, YT0 OHA SIBISETCS
HOCHUTEJIBHULIEH mnarojgoruueckoro resa. Ho mockonbky
B TO BpeMs MPOXKUBAJa B OTJAJICHHOM PErMOHE CTPAHBI,
konuuecTBeHHOe conepxkanve FVIIL He ompenensnu u
€ro Mpemaparsl, IpU ONEePATUBHBIX BMEIIATENbCTBAX HE
UCTIONB30BAIIN.

B 2001 r. cexropanpHas pe3eKIus JIEBOH MOJIOYHOI
Jkenesbl. B 310 BpeMs mpoxuBana B I. brarosemieHcke
AMypckoit 061aCTH, OIpeIeNICHO KOTHMYECTBEHHOE COAep-
xanue FVIII — 33 %. Oneparus npoBoguiack moj IpH-
KpBITHEM Kpuomperunurara (T. k. koHnenTparsl FVIII B
TO BpeMs OBUIH elle He JOCTYIHBI OONBIIMHCTBY Hacele-
Hust Poccun). B mecte BMenarenscTBa pa3Buiaach o0mump-
Has FeMaToMa.

B 2014 r. onepatuBHOE JieueHHE — yAaJeHUE KaHAU-
JIOMBI aHAJIBHOM 001aCTH, FeMOPPAruueCcKUX OCIOKHEHUN
He ObUIO, T.K. IIPU MOATOTOBKE K OIEPALUH yXKe HCIOIb-
30BalIl  COBPEMEHHBIE KOMMEpYECKHe KOHLEHTPAThI
FVIIL

2019 r. — AMarHOCTHPOBaH paK IPABOH MOJOYHOI
JKeJe3bl, NMPOBEJIeHa MacTIKToMus cmpasa ¢ JIAD 1-2
ypoBHA. BBogumM KOHLEHTpaTsl (pakTOpa CBEPTHIBAHUS
kposu VIII, n3 pacdyera kak IIpHU ONEPATUBHOM BMeEIla-
TEJIbCTBE y MAllUeHTA JEerKoH Gpopmoii remodunn [4], Tak
JKe BO BpeMs oleparnuu ObUI BBeIEH koarumi. B mporecce
oIepaIy U B MOCIEONEPa[IOHHOM MEepHOoIe TeMOppari-
9YEeCKUX OCIOKHEHUI He OBLIO.
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HacnencrBeHHOCTS NpecTaBlleHa HA PUCYHKE. Y POI-
Horo cbiHa nauueHtku . conepxanue FVII menee 1 %,
nedopMuUpyIonye apTpo3bl KOJIEHHBIX, JIOKTEBBIX, Troje-
HOCTOIHBIX CyCTaBOB. Y €ro JBOIOPOIHOro Opara comep-
kanne FVIII menee 1 %, aHKMI03bI 000MX KOJEHHBIX
CYCTaBOB, Je(OPMHUPYIOIIUE apTPO3bl IPYTHX KPYIHBIX
cyctaBoB. /1o 2005 . y 060uX UMETN MECTO MHO>KECTBEH-
HbIe TeMOpparuuecKkue OCIOXKHEHus, B cpenneM 40 smu-
30108 B rog. C 2005 r. momyuaroT mpoQuIaKTHUECKYIO
tepanuio koHuentparamu FVIII cormacHo mpotokony [4,
71, xpoBoTeueHus He Oomnee 2 pa3 B rof.
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Puc. HacnenoBanue rena remopuianu A B cembe naiueHTku 1.

Ipumeuanue. Ctpenxoil yka3aHa nanuenrka /1.

OoObektuBHBI  cTatyc. CoOCTOSHHE YHIOBICTBOPH-
TenpHOe. KOXKHBIA MOKPOB OOBIYHOWM OKpPACKH, CIUHHY-
HBIE KXUMO3bl. COCTOSHHE MOCIe MAaCTIKTOMUH CIIPaBa
U CEKTOPaJbHOW PE3eKIMU JICBOH MOJOYHOH >KEIIe3bl.
[epudepuyeckre MMMQOY3IbI HE YBEIUYCHBI. B jerkux
JBIXaHHUEe BE3WKYISAPHOE, XPUIIOB HeT. TOHBI cepiua mpu-
DIYIICHBI, PUTM TPABUIBHBIA. ApTepUanbHOE NABICHHC
140/80 mm pt. cT. UCC 75 B 1 MuH. JKMBOT MATKHMH, IPH
nanenanuu Oe30one3HeHHbIA. [ledeHp M cene3eHKa He
YBEITHYCHBIL.

Knunuueckuil  aHamu3  KpOBH:  OPUTPOLUTH  —
4,91x10%/n, remornmobun — 146 r1/7, JIEHKOLMTHI —
7,68x10°/n, Tpomboruter — 310x10%m, COD — 10 mMm/4,
cerMeHTosiiepHBle — 49 %, MoHOUUTHL — 7 %, JuM(o-
uThl — 44 %, peTUKYIOIHUTHI — 6 %o.

buoxumuueckuii aHanu3 KpoBu: oOmMKA Oelok —
69,3 r/m; 6wmpyoun — 10,2-3,5-6,7 mxmonbs/1, ACT —
21,3 E/n, AJIT — 18,7 E/n, xpeaTuHuH — 63 MKMOJIB/II.

Koarymorpamma: mpoTpoMOHHOBOE Bpems — 12,4 c,
¢ubpunoren — 2,61 r/n, AYTB — 38,1 c (Hopma 21-32 c),
TpombuHOBOe Bpems — 18,7 c¢, amturpombun III —
103,2 %, dakrop VIII — 28 % (ropma 50-150 %), daxTop
IX - 93 % (nopma 50-150 %), arperanust TpOMOOIUTOB CO
BCEMH MHIYKTOPaMH HE HapyllIeHa.

OCHOBHO# WarHo3 manueHTtku JI. — cuMmnTomaruye-
CKMH HOCHTENb IeHa reMoQuiInu A, MOMy4aeT 3aMeCTH-
TEJIFHYIO TEpalHI0 «I0 TPeOOBaHMIO» KOHIEHTPAaTaMU
¢axropa VIII, 2 000 ME (u3 pacuyera 25 ME/kr macch
TeJla) Ha OJHO BBE/ICHHE.

IIponemoHCcTpUpOBaH penKuil cilydail CHMIITOMAaTH-
YEeCKOT0 HOCHTENBCTBA TeHa reMouiann A. Y KEHIIHH
HOCHUTeNel TeHa reMO( NN, IPH YPOBHE HEZOCTAOIIETO
¢axropa cBeprbiBanus Huke 40-60 %, Moxer pa3Bu-
BaTbCs FEMOPPATMUECKUN CHHIPOM. Y TaKUX HallMEHTOK
HET €XEHEBHOTO MPOSBIEHUS KPOBOTOYUBOCTH, HO y HUX
MOTYT JIETKO 00pa30BBIBaThCSA SKXUMO3bI, OBITh JATUTENb-
HBIC KPOBOTEUCHHUS TIOCIIE ONEpaIuif, SKCTpaknuii 3y00B,
TpaBM, POAOPA3pPEIIEHHs, YACTO UMEIOT MECTO TUIIEPIIO-
nuMeHopparud. 1Ipu mpoBeneHnN OlepaTHBHBIX BMeIa-
TENBCTB y JKEHIIUH CUMITOMAaTHYECKUX HOCHUTENEeH reHa
reMO( NI TOJDKHBI UCTIONB30BaThCS COBPEMEHHBIE KOH-
HEHTPaThl HEJOCTAIoUero (akTopa CBEpPTbIBAaHHA. OTH
Hpemnapars! JIOJKHBI OBITh UM JOCTYITHBI AJIsI IPOBEICHUS
TEpaNuH 10 TPeOOBAHUION.
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Bknao agmopog: Bce aBTOPHI CAENAIH 3KBUBAIECHTHBIN BKJIAJ B IOATOTOBKY ITyONIMUKaIHUU.
ABTOpBI 3asIBIISIFOT 00 OTCYTCTBUH KOH(IMKTA HHTEPECOB.
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