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to 60/1bHMLY YHUBEpCUTETa

LISHAMHb B ropoze YaHdyHb, * Ha JUCKOM(OPT B IIPaBOM IOAPEOCPHE
npoBUHUMA LI3nnnHe.
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AHamHe3 3aboneBaHuA.

S L=

e Cuuraet ce0s O0JIbHBIM B TeueHUE 9 MecslieB, KOra IOSBUIICS
AUCKOM@OPT B IpaBOM HoapeOephe.

* 3a JICBATb MECAIIEB A0 NOCTYIICHUS HUKAKOIO
HOMOJHUTEIILHOIO JICUECHHUS, KPOME IPHUEMA
renaToONPOTEKTOPHBIX MIPENapaToB, HE IOJTyYal.

e [laieHT BpeMs OT BpEMEHM YyBCTBOBAJ YCTAJIIOCTh U HE UMEJ
CYCTaBHOI'O CHHApPOMA.
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AHaMHe3 XU3HMW.

v stor set
* boJIbHOM OTpHULIAI ApTEPHUAIILHYIO :

TUNIEPTEH3UI0, UIIIEMHUYECKYIO 00JIC3Hb
cep/ila, CaXxapHbIi THA0ET, BUPYCHBIM
TEIIaTUT U TyOEPKYJIE3, a TAKKE HAITUYHE B
aHAMHE3€ omeparnui, TpaBM, IepETUBAHUN
KPOBHU, IUILICBON UJIHM JIEKAPCTBEHHOU
aJJIEPTUH.

e Kypur 7 1et (0koi0 7 curaper B ACHB),
HU3peaKa yInoTpeOIsIeT aJKorojb B TCUCHHUE
nociaeaHux S et (1 pa3 B Heaento,
SKBUBAJICHTHOE NOTPEOICHUE anKoroias <60
I 3a pas).




PurnsnKkanbHbIK OCMOTP.

CocrosiHue yaoBiieTBopuTeabHOe. KoskHbIe MOKPOBBI OOBIYHOM OKpacku. OTEKOB, MACTO3HOCTH HOT
HET.

OpraHbl JbIXaHusi: 3¢B YUCThIN. [ pynHas kieTka npaBuiibHON (Popmbl. IIepKyTOpHO: SICHBIN
JIETOYHBIN 3BYK. AYCKYJIBTATUBHO: BE3UKYJISIPHOE JbIXaHue, XpunoB HeT. YJ1J[ 16 B MunyTy.

Opranbl kpoBooOpaieHus: O0nacTe cepiia He U3MEHEHa. BepXyIlleuHblil TOTHOK HE
MaJabIUpPyeTCA. [ paHULIBI OTHOCUTEIIBHOU CEPACYHOM TYIIOCTH B IIpEeiiax HOpMbI. TOHBI cepia
sicHble, puTM IpaBuiIbHbIN. HCC=PS= 70 B Munyty. A/l 125/80 mm.pT.cT. [TaTonoruyeckoit
MyJIbCAI[U HET.

Opransl nyiieBapeHus: A3bIK BIaXHbIN, YACTHINA. JKUBOT MATKUNA, 0€300J1e3HEHHBI. CUMIITOMOB
pazapakeHusi OproinHbl HeT. [ledeHpb U cene3eHka He naabnupyroTcs. CTysl OOBIYHBIN.

Oprasnsl MOYEIOJIOBOM cucTeMbl: O01acTh mouek He u3MeHeHa. CUMIITOM ITOKOJIAYUBaAHUS
OTpHULATEIbHBIN ¢ 00eux CTOpOoH. Modencnyckanue cBoOoiHOE, 0/00Jie3HEeHHOE. J(M3ypHun HET.

HepBHas cuctema: [TaniueHT KOHTAKTEH, OPUEHTUPOBAH B MECTE, BPEMEHH, COOCTBEHHOM
JAYHOCTH.



JTabopaTtopHoe obcnenosaHue.

 ACT - 48,5 EJI/n (Hopma: 15-46 EJ1/n),
AJIT - 73,1 EJI/n (mopma: 0—-40 E/1/xn),

* CBIBOPOTOYHOE KeJe30 - 23,4 MKMOJIb/ 1
(ropma: 10,6—36,6 MKkMOIIB/T),

e 00T KEJIE30CBA3BIBAIOINASI CIIOCOOHOCTH
- 47,2 mxmoab/a (HopMma: 50—-70

MKMOJIb/1),

e pepputul - 12 405,0 mkr/n (Hopma: 20-
200 MKT/1),

e HachlleHUE TpaHceppuHa - 50% (HopMma:
20-50%).




JTabopaTtopHoe obcnenosaHue.

OcTanpHbIe aHAJIM3bI OBUIN B IIpeAciiax

HOPMBI:
* KpoBH, KOAaryJiorpaMmMbl, MOYHY U KaJa,

* TECThI HAa (DYHKLHUIO MOYEK, DJICKTPOJIUTHI,
JIUNWAALI KPOBH U TTIMKO3UINPOBAHHBIN
TeMOTJIOOHH;

* OTCYTCTBOBAJIM MApKEPHI K renaruty B u
aHTuTena K renarury C,

 ADII, aHTUHYKJIEAPHBIC AHTUTEA,
aHTUTEJIa, CBA3aHHBIC C Ay TOUMMYHHBIMU
3a00JICBaHUSIMU IICUCHU, U
MMMYHOIJIOOYJIHH.
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NHCTpYMEHTAJIbHBIE 00CI€I0BAHNSI.

e OKI' B HOpME.

e DXOoKapauorpadus nokasaja
JETKYI TPUKYCOUAAIBHYIO
pErypruTaiuio.

* MPT (CM.CHUMOK) C
KOHTPAaCTUPOBAHUEM IICUCHU U
CEJIe3€HKH M0Ka3ana yBeINUCHUE
CEJIC3CHKHU U OOIIMPHOE 1
PAaBHOMEPHOE CHIDKCHHME CUTHala
B IICUCHU U CEJIC3CHKE.
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buoncua neyeHu.

e buorncus neyeHu nokaszana HHPUIETPALUIO (paroruTapHbIMU
KiIeTkamu Kyndepa, pacuimpeHHy0 NOPTaIbHYIO 30HY,
npojudepanuio GuOpo3HOM TKAHU U UH(PUIILTPALIMIO
BOCIAJIMTCILHBIMU KJICTKAMU.

e OKpalllMBaHHUE KEIIC30M ObLIO MOJI0KUTCIBHBIM, & MEBIO -
OTPUIIATEILHBIM.

e [laTOoTOroaHAaTOMUYECKUU JTUATrHO3; HACJIEICTBEHHBIN
TEMOCHIEPO3.



soc ¥y
Mopdonormyeckana KapTuHa.

reMatokcriimHoM M 303uHOM [HE] X200). YacTuiib rernaToruTos ¢ pedpaxiueit (I'D x 400).
KeJie3a IPOSBIISIINCh CHHUM IIBETOM M B OCHOBHOM OxkpammBaHue TEMaTOKCHIMHOM B D03HHOM.

OTKJIaAbIBAJIMCh B IUTOINIA3MC KJICTOK IICUYCHU.
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[ eHeTn4yecKoe uccnenoBaHuUe.
L — ]

e ['ennas myTaius He Obl1a oOHapyxeHa B HFE, HAMP, HJV u TFR2.

e OnHako ObLI0 0OHapykeHo, uTo TTI' B monoxxenusx 485-487 rena SLC40A1 ObL1
JEJIETUPOBAH, YTO IIPUBEJIO K JICJCHUHY BajnHa 162 koaupyeMoro Oelka ¢pepponopTrHa-1.

e MyTaluus reHa nokas3blBaeT ayTOCOMHO-IOMMHAHTHOE HacaeaoBaHue. IlanmeHT ObLI
TETEPO3UTOTHBIM 10 MYTAIIUU.
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1 TT 6L T T TOCTOCaC 1L GLARDAE 0N L

SLCH0AL NM_014585; ¢.485_487 delTTG; p.Vall62del

iSITTGTTGTIG CAGGAGAAGACAL




[ eHeTn4yecKoe uccnenoBaHuUe.

e J[anee ObUT MPOBEJICH TCHETUYECKUM TECT Y €TI0 POJCTBEHHUKAOB. bBIIIO OOHAPYKEHO, YTO
€ro Marthb, 1 U3 2 TeToK 1 1 U3 2 ngaaem TakxKe SIBISAIOTCS HOCUTEIIIMUA TETEPO3UTOTHOU

myTtanuu Vall62del rena SLC40AL.
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B Hereditary Haemochromatosis
Healthy Iron Overload

Bare Barne
Right triangular area Right triangular area
ligament ligament
Left triangular Left triangular
! .
Diaphragmatic \ o roRmnt Diaphragmatic \ gt noR

surface surface

Iron

Left lobe deposits Left lobe

Right lobe Right lobe

Falciform ligament Falciform ligament

Gall bladder Gall bladder

Jinarnos: |HacieacTBEHHBIN TeMOXPOMATO3.



DOC@WAY
IlInHamMmunKa coCcToAHMA NaUUeHTa:

e [lanmeHTy OBLUIa Ha3Ha4Y€Ha JHUETAa C HU3KUM
COICpKaHMEM  JKeje3a M HHTEpBAT  MEXAY

KPOBOITYCKaHUSIMU 2 HEACIW 0 YPOBHS (peppUTHHA
100 mxkr/m.

e B Hacrosmee BpeMs (pi1e00TOMUIO IIPOBOASAT KaXKIbIe
3-6 Mecdma 1o  pe3yinbrataMm  00CJIeIOBaHUS
OOJILHOTO.

e 3HAYMMBIX U3MCHCHUM B PYTHHHBIX aHaJIW3aX KPOBU
He ObLIO.

e Ilpu TakoM JI€YEHMH HALMEHT ObLI OECCHUMIITOMHBIM
IPY MOCIIEIYIONIEM HAOIFOAECHUN B TEYEHUE O JIET.
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ABTopsbl: Yin, Xin MD; Zhang, Yu MD; Gao, Hui MD;
Jin, Qing-long MD; Wen, Xiao-yu MD, PhD

Uctounuxk: https://journals.lww.com/md-
journal/fulltext/2019/11010/a_case report_of hereditar
y_hemochromatosis _caused.14.aspx

MarepuaJ moarorosjieH spadyom-repanesrom Kpacusak U.B.


https://journals.lww.com/md-journal/fulltext/2019/11010/a_case_report_of_hereditary_hemochromatosis_caused.14.aspx
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