B npencraBineHHOM ciayyae OTCYTCTBUE KIMHUYECKU-3HAUMMBIX BAapHUAHTOB
B ree JAK2, HopManbHbIE MOKa3aTeNIl IPYTHX POCTKOB KPOBETBOPEHUS U BBISBIICHUE
TpaHKaTHpylomero BapuaHTa BreHe EPOR mo3BonsIOT ycTaHOBUTH JAHMArHo3s
MEPBUYHOIN CEMEWHOI/BPOXKACHHON MOTUIIUTEMHUU.

BoiBoabl. Y narnuenta ¢ JAK2-HeraTuBHBIM 3pUTPOIIMTO30M BBISIBICH paHEe
Heormcanubli BapuanT ¢.1300delC B reme EPOR, mpuBomsmmii x cABUTY paMKH
CUMTHIBAHUS M YKOPOUCHHIO IIMTOIUIa3MAaTHYECKOTO JOMeHa penentopa. JlaHHbIN
BapUAHT MOJTBEP)KIACT KIIOUEBYIO pOJIb HApyLIEHHs MEXaHU3MOB HEraTHUBHOMN
PEryJSIIMM CUTHAJBHOTO ITyTH B IaTOTE€HE3€ NEPBUYHOM CEMEHHOM MOJULUUTEMHUU
U pacHIMpsieT CIEKTP M3BECTHBIX IATOTCHHBIX UW3MeHeHui reHa. EPOR.
[T0JIHOPK30MHOE CEKBEHHPOBAHHME JAEMOHCTPUPYET CBOIO OS()PEKTUBHOCTH HpPU
nuarHoctuke JAK2-HeraTuBHOTO 3pUTPOLIMTO3a U MOKET ObITh PEKOMEHIOBAHO IS
TOYHOM TUArHOCTUKU U (D PepeHINaIbHOTO BEACHNS TaKUX MAUNEHTOB:
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TPYIHOCTHU JUD®DEPEHIIMAJIBHON TUATHOCTUKH AHEMUH
XPOHUYECKHUX 3ABOJIEBAHUH U XOJIOA0OBOM
AYTOUMMYHHOMN 'rEMOJIMTUYECKOW AHEMUU B TEBIOTE:
KIIMHNYECKOE HABJIIOJAEHHUE

Npy:kununa T.A.Y, TopskoBa I'.B.12, JIepamosa O.A.}, CbicoeBa A.C.!

Y1lenzenckuii uncmumym ycoeepuiencmeosanus spavetl, Ilensa
2 Capamoeéckuii 061acmHOT KIUHUYECKULL 20CNUmMans 05l 6emMepPano8 60liH,
Capamos, Poccuiickas @edepayus

AKTYaJIbHOCTh. AyTOUMMYHHBIE TeMouTHueckue anemun (AMI'A) oTHOCSTCS
K PEIKUM T'€TepOTreHHBIM 3a00JIEBaHUSM, B OTJIMYUE OT AaHEMHUU APYTroil 3THOJOTHUHU.
ITpu sTom nuarnoctuka AVI'A ¢ X01040BbIMH arrIFOTHHUHAMY Ha HAYaJIbHBIX dTaIax
3a0o0yieBaHUsl B psiie  CIIy4aeB  3aTpyJHEHA  BCJIEJICTBUE  HEBBIPAKEHHOCTU
TEMOJIMTHYIECKOTO 1 MPe00IIalaHusl CAMITOMATHKN THIIOKCHYECKOT0 CHHIPOMOB [1].
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Omnpenensmonnyto poib B nuarHoctuke AWUT'A u quddepennmanbHOW AMArHOCTUKA
C APYTUMHU BUJaMU aHEMUI UTPAIOT JaHHBIE JJaOOPATOPHBIX UCCIETOBAHUM.

Hear pabGorbl cocrosia B auddepeHnnanbHO  AUarHoCTHUKE Haunbosee
paclpoCTpaHEHHOM aHEMUM XpOHWYECKUX 3abojeBaHuil (AX3) ¢ HayaaIbHBIMHU
cragusimMu AUT'A ¢ X01010BbIMY arTJIFOTUHUHAMHA HA IPUMEPE KIMHUYECKOTO CITyYasi.

MarepuaJbl U METOJbI. [IpoBenen PETPOCIIEKTUBHBIN aHAJIN3
reMaToJOTUYECKUX, OMOXUMUYECKUX, UMMYHOJIOTUYECKUX MMOKA3aTEIIeH.

PesyabTaTbl u o0cyxknenne. Knunnueckuit ciyyaid. [lanuentka b., 54 rona
02.02.2026 1. oOparwiace BnonukiuHuky ['Y3 «CapaToBckuili oOJIacTHOM
KJIMHUYECKUNA TOCIUTAIb ISl BETEPAHOB BOMH» C KajobamMu Ha cnabocTh, OJBITIKY
npy He3HauuTeNbHOU Harpyske. Cuutaer cedst 6onbpHOUM ¢ nekabps 2025 r., korna
CTajla OTMeYaTh MOBBIIIEHUE TEeMIIepaTypbl Teja M0 GeOpUNbHBIX HUGD, JOMOTY
B TEJIE. CamocTOoSTENBHO IpUHUMAaJa aHTUOAaKTEepHaAIIBHbIC IIpenapaThl
(a3UTPOMHUIIMH) C TOJOKUTEIBbHBIM 3(P(EeKTOM (HOpManau3alus TeMIlepaTyphl TeJa).
Status praesens: koska, BUAUMBIC CIM3UCTHIC OJICIHBIC, CHIU HET. B 3eBe crokoiiHo,
A3bIK  BIAXHbIM. CepaedHble TOHBI SICHBIE, DPUTM HE HapymeH. B merkmx
ayCKYJbTaTUBHO JKECTKOE JbIXaHWE, XPUIOB HET. JKUBOT MSATKHM, 0€30071€3HEHHBII.
[leuenn, cenesenka, TMMGOY3IbI HE NATBNUPYIOTCS. OUZHOJOTHUECKUE OTIIPABICHUS
B HopMe. OtexoB Her. I[lanMeHTka TrocnUTadM3UpPOBaHA C JUArHO30M aHEMUs
XPOHMUYECKUX 3a00JieBaHUN [IJI1 MOUCKAa BO3MOXKHOTO HCTOYHHKA XPOHUYECKOTO
KPOBOTEUYEHHUS.

[Ipn aBTOMAaTH3MPOBAHHOM MOJCYETE. KJICTOK KpoBH B mpobupke c¢ IATA
BU3YaJIM3UPOBAIIUCH arrJIIOTUHATHI B BIAE KPYITHBIX XJIONBEB HA (DOHE MIIa3Mbl; ITOCIIE
nporpeBanust npu 37°C arrmoTHHATEL TPAHCHOPMUPOBAIUCH B MEJIKOIUCIICPCHBIM
0oCcalioK, «MeJKuil mecoky». [loka3zarenu SPUTPOLUTOB MOCIE MPOrPEBAHUSI KPOBU
JIOCTOBEPHO  YBEJIMYWJIUCH. . 3aKJIIOYCHUE: BBISIBIEH (EHOMEH  XOJIOJOBOM
arrmoTtuHanuu. [Ipu Gonee JeTajibHOM ONMpOCe MAIMEHTKU BBISIBJIEHA CHHIONTHOCTh
MOYEK YIIEH Ha XOJIOJE.

B o6mem ananuze kpoBu (OAK) oOpaljaeT BHUMaHUE CHUXKEHUE CIETYIOITUX
nokasareneii: HB — 65 r/m, Er - 1,85 x 10'%/n, HesHauntensHoe nossimenne MCH-35,3
¢n, noseimienne’ RDV-CV no 18,7%, Hanuuue OMMOIANbHOW THUCTOTPAMMBI, YTO
XapakTepu3yeT KapTUHY KpacHOW KPOBHU KaK aHEMUIO C aHU30IUTO30M SPUTPOILIMTOB
U PETUKYJIOUUTO30M — 5,7 %, a Takke ¢ HAUIMYUEM XOJOJOBBIX arrjIlOTUHUHOB. [[7s
AX3 XapakTepHO pa3BUTHUE HOPMO- WJIM TUIIOXPOMHON aHEMHH C HOPMaJbHBIM
ypoBHEM peTuKyyonuToB. Bricokas COD (67 MM/4), BeposiTHO, 0O0yCIOBJICHA
HaJIMYUEM XOJIOJIOBBIX arTJIOTHHUHOB.

Jst nudpdepeHmanbHON TUATHOCTUKY aHEMHI OOJIbIIOe 3HAUYCHHUE WMEIOT
MOKa3aTeNIn jKejie3a ChIBOPOTKH, TpaHceppuHa u depputuna. Tak mns AUTA
XapakKTepHO TOBBIIICHUE YPOBHS JKeJe3a CBhIBOPOTKM BCIEJACTBHE TIe€MOJIM3a
SPUTPOLIMTOR (B HAIIIEM CJIy4ae OHO COCTaBWIO 54,5 MKMOJIB/J), Toraa Kak npu AX3
€ro ypoBEHb CHIIKACTCS.

YpoBeHb TpaHcheppuHa y MAMEHTKU OCTaBaJCS B Mpejesiax HOPMaIbHBIX
3HaYeHuM — 2,73 r/1, BCAEACTBHE NOCTAaTOYHOTO (M Jake MOBBIIMICHHOTO YPOBHS
kKejiesza), Torjaa Kak y marueHToB ¢ AX3 ero 3HadyeHus IMaJaloT HUXKE HOPMBI, 4TO
COOTBETCTBYET HU3KOM KOHIIEHTPAIIUU KeJie3a B CHIBOPOTKE.
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WN3meHeHus: ypoBHS (eppuTMHA HMMENU OJIMHAKOBYIO HAIPaBIECHHOCTh —
MOBBINICHUE (B HAIIEM CiIy4dae OH cocTaBmil 229 Hr/mi). OgHako, 3TO 00yCIOBICHO
pa3HbIMH (haKTOpaMH, JIeKAIIUMUA B OCHOBE MATOT€HE3a ITUX aHEMHIl: yBEIUYCHUEM
YPOBHSI TENCUAMHA U, COOTBETCTBEHHO, (epputnHa npu AX3; u OoJpIIUM
KOJIMYECTBOM JKeJie3a, 00pazyoluMCcs IPU T€MOJIU3€ 3PUTPOLIUTOB C MOCIEAYOIIUM
oOpasoBanueM (peppuTuHa.

OOparraer BHUMaHUE yBeJIWYeHHE OUIMpPYyOHMHA 3a CUEeT (PpaKIUHU HEMPSIMOTo
omnupyouna (omupyOoun oomuit — 53,94; nenpsimoii — 48,4 MKMOJIB/J) U aKTUBHOCTH
JIAT (703 En/m), uto 00yCHOBIEHO MOBBIIMIEHHBIM IT€MOJIM30M SPUTPOIUTOB. Jpyrue
OMOXMMHUYECKHE TIOKa3aTelld CBUJETEIbCTBOBAIM 00 OTCYTCTBUU (U3MECHCHHMI
0€JIKOBOTO, YTJIEBOJHOIO, JUMUIHOTO OOMEHa U aKTUBHOCTH (DEPMEHTHBIX CHUCTEM
NICYECHU.

[Ipu mpoBeneHUMH BpayeOHOrOo KOHCHIMYyMa C ydyacTheM 3aBelyrolien
nabopaTopueld  ObUI  BBICTABIIEH MPEABAPUTENbHBIA  KIMHHYECKUI  JAMArHo3:
ayTOMMMYHHAasl FEMOJINTUYECKAs] AHEMMUSL.

Hanuune He3HauMTeNbHBIX KIMHMYECKUX npusHakoB AUI'A, oOyciioBiaeHHOM
XOJIOJJOBBIMU arTJIIOTUHUHAMH, Yy MallMEHTKA MOTJIO OBITH CJICACTBUEM HAaYaIbHBIX
ATanoB 3a00JIEBAHMSI, KOTJa MPOSBICHUS TEMOJIUTUUECKOTO CUHAPOMA MUHUMAJIbHBI
Y Ha NEPBBIN IJIaH BBICTYNAET TUIOKCUYECKUN CHHPOM.

Janee nauuentka nepeseneHa B PI'bOY BO «CapaToBckuii rocy1apCTBEHHbBIN
MEIULUHCKUA yHUBEpcUTET MMeHH B.M. Pa3yMOBCKOro» B OTAEJIEHHWE OHKOJIOTHH
Y T€MATOJIOTUH.

JIJ1s1 OIEHKH KJIETOYHOT'O COCTaBa KOCTHOMO3IOBOT'O KPOBETBOPEHUS IPOBEICHA
CTepHaJibHAsA MYHKIUs. /[aHHbIE MHUEIOTPAMMBbI: KOCTHBIM MO3I HOPMOKJIETOYHBIH.
['uneprutazust  SpUTPOMIHOW  TKaHU.,  LpaHyJIOUUTApPHBIM  POCTOK  YTHETEH.
MerakaprolTapHblii poCTOK He u3MeHeH. bmactheie knetku 0,5%. 'unepruiazus
SPUTPOUAHOTO POCTKA CBUACTEIBCTBOBAJIA O KOMIIEHCATOPHOW PEAKIMH KPacHOTro
POCTKa KPOBETBOPEHUS B.OTBET HA pa3pylLIEHUE SPUTPOLIUTOB Ha nepudepuu, 006 3ToM
MOXET CBUIETENILCTBOBATH M IMOBBIIIIEHUE YPOBHS 3putponodtuHa (402 mxkME/min).

C nenbl0 HCKIIOYEHUS XPOMOCOMHBIX AHOMAIMM, BEIyIIUX K Pa3BUTHIO
MaKpOLUTAPHOU [AHEMUH, OCTPOr0 MHUEJIOUJIHOTO JIEMK03a, MUEIOJUCIIIACTHYECKUX
CHUHIPOMOB OBLIO. MIPOBEJCHO IIMTOTEHETHUECKOEe HccieaoBanne metogom FISH,
B X0JI¢ KOTOPOTO HE BhIsBIICHA Aenenus reHoB 5033, 5931, 7922, 7946.

Kak'u3BecTHO TpureppoM B pa3BUTHH ayTOMMMYHHOM MAaTOJIOIMHU MOTYT OBITh
AHTUICHBI MMKPOOPTaHM3MOB, [AOIIMUX IEPEKPECTHYI0 PEAKIHUI0 C aHTUT€HAMU
COOCTBEHHBIX TKaHEH M KieTok. BeiencTBue 3Toro ObTM MPOBEACHBI HCCIEA0BAHUS
HaHaIM4Me aHTUTENl K BUpycy OmmTeitH-bapp (BeisiBiensl |9 G anTutena),
Helicobacter  pylori  (BeisBienst  Ig G aHTMTENna) -  CBUAETEIBCTBYIOIINE
0 TepEeHECEeHHBIX MH(DEKITUAX, a TAKKE K BUPYCY MpocToro reprmeca 1, 2 tumos — Ig M,
G; BUpYCY OMOSACHIBAIOIIETO Teprieca — pe3yabTaThl OTPUIIATEIIbHBIE.

Taxke y MalMEHTKH OOHAPYKEH BBICOKUW THUTP aHTUCTPENTOJIM3UHOBBIX
antuten (ACJIO — 942 ME/mit), 94To CBUIIETEIBCTBOBAJIO O HEAABHO MEPEHECEHHOM
CTPENTOKOKKOBOM HMH(pEeKIUH. Poib CTpEeNTOKOKKOBOM HMHGEKIMH Kak TpUrrepa
ayTOMMMYHHBIX MPOLECCOB, BEAYIIUX K PA3BUTHIO peBMAaTU3Ma, BaCKyJIUTa, HEPBHO-
NCUXUYECKUX PACCTPOMCTB MHUpPOKO oOcyxnaerca [3]. Opnako, pa3BUTHE
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FEMOJIMTUYECKOW AaHEMHHM C XOJIOAOBBIMM  arTJIOTUHUHAMH  KaK  CIIEJICTBUE
CTPENTOKOKKOBOW MH(MEKIINH BCTPETHIIOCh HAM JIMIIb B €UHUYHOM padoTe [2].

C uenpio UCKIIOYEHHUS  aHTU(GOCHOTUNUAHOTO CHUHAPOMA U JIPYTHX
ayTOMMMYHHBIX COCTOSIHMM, AaCCOLMHUPOBAaHHBIX C T.H. BTopuuHbiMu AUIA,
MPOBEJCHBI MCCIEAOBAHUSA CHIBOPOTKHA Ha HAMYME AHTHUTEN K KapAUOJUNUHY, [2-
IJIMKOIIPOTeUHY M K AByxuenodeynon [IHK - pesynbrartel orpunarenshbie. Taxxe
nposeneHa npobda KymOca (npsimasi) - pe3ynbTaT nmojaoxxurenabHsiii ot 06.02.2026 r.,
YTO CBUJETEIBCTBOBAIA O HAIMYNUH AHTUTEN HA SPUTPOLIUTAX.

Huarno3 mnpu Bbeinucke: D59.1 AyTouMMyHHas TeMOJUTHYECKAsL. aHEMUS,
TSKEJION CTEIICHH.

BeiBoabl. KiimHnueckuii ciiyyail J€EMOHCTPUPYET, YTO HA HAYAJIBHBIX JTalax
AWUT'A ¢ X0I0[0BBIMU arTJIIOTUHUHAMM MOXET MPOTEKaTh MO Mackoil ~AX3
BCJIE/ICTBUE MUHUMAJILHOTO TEMOJIN3a U JOMUHUPOBAHUS TUTIOKCHYECKOTO CHHIPOMA.
Pemaronyto posb B quddepeHnanibHON TUArHOCTUKE MPUHAJICHKH JTa00paTOPHBIM
METO/JaM, B YacCTHOCTH: OOHapyXeHHe (EHOMEHa XOJOJOBOM arrjtoTHHALH,
runepPeppuTuHeMus Ha (POHE MNapaJOKCaIbHO BBICOKOTO YPOBHS CBHIBOPOTOYHOIO
kKeye3a, aTakke TMoJoxkuTenabHas mnpoda KymOca. Bo3MOXHBIM —Tpurrepom
B [IPEACTaBJICHHOM HAaMH  KJIMHUYECKOM  CJy4yae sBWJIaCh IE€PEHECEHHas
CTPENTOKOKKOBasA NH(EKIH.
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METABOJIM3M 3JAMEHUMbBIX AMUHOKUCJIOT Y TAHUEHTOB,
OINEPUPOBAHHBLIX I1O ITOBOJY CEKBECTPUPOBAHHOM
I'PBI2KHM MEKITIO3BOHKOBOI'O IUCKA B IIOACHHUYHO-
KPECTHOBOM OTAEJIE IO3BOHOYHHUKA

Kerzapun /1.B., Kypoar M.H., busynosa O.II.

[ opoockas knuHuvweckas 601bHUYA CKOPOU MeOUYUHCKoU nomowu 2. 1 pooHo
I poonenckuii 2ocyoapcmeenubiil meouyurckull yuugepcumem, I poono, berapyce

AkrtyaasHocTh. C kaxasiM rogoMm B PecriyOnuke benapych yBenumuuBaercs
KOJMYECTBO  MAalMEHTOB  C JET€HEPATUBHBIMU  3a00JE€BaHUSMH  TOSCHUYHO-
KPECTLIOBOTO  OTAEJIa II03BOHOYHHUKA, IPOXONSAIIMX OIEPAaTUBHOE  JICUCHHE
(MHUKpPOJIMCKIKTOMUS) IO MOBOAY CEKBECTPUPOBAHHOM TI'PBIKUA MEKIO3BOHKOBOIO
nucka [1].
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