IIpoBenenne  wmccnenoBaHWs |y  KEHIIMH 10 35  JeT  cuMTaercs
HEelelnecooOpa3HplM, €CIM OHa HEe TIomajaer B  TIPyHIy pUCKA, Tak
KaKk MH(OPMATUBHOCTh ATOTO HCCIENOBAHUS Y HHMX HIKE M3-3a 00Jiee BBICOKOU
IJIOTHOCTH TKaHU MOJIOYHBIX >kejie3. B aTom cimydae ropazgo 6osiee 3¢hdexkTuBHO
1 0€30MacHO UCIOJIb30BaTh YJIBTPA3BYKOBOM METOJ UCCIIETOBAHUS.

OTHOCHUTENbHBIMU ~ MPOTUBOMOKA3AHUAMU K MPOBEACHUID Mammorpaduu
B Y3 «'poaHeHCKass yHUBEPCUTETCKAS KIIMHUKAY ObLIH:

e  TOJIBKO UTO MPOBEJICHHAS ONEpaIis Ha MOJIOYHOM KeJe3e;

e  OCTpBIU MEPHOI TTOCIIE TPABM;

e  OcCTphIC BociasieHus [3].

BoiBoabl. PanHsAsS quarHocTrka paka sIBJISETCS 3aJ0TOM YIIYYIICHHS KauecTBa
KU3HHU, YBEJIWYCHUS MPOJOJDKUTEIBHOCTH JKU3HHM TAIMEHTOB W, CHIDKCHUS
CMEPTHOCTHU OT 3JI0Ka4€CTBEHHBIX HOBOOOPA30BaHUH.

[IInpokoe BHenpenne ckpuHuHra PMOK, noBeiieHne kayecTBa MapajuiesIbHBIX
OCMOTPOB,  MH(OPMUPOBAHHOCTh  JKEHIIMH O  METOAWKAX . PEryJSIpHOrO
caM000Cye/I0BaHHsI MOJIOYHBIX JKelle3, CBOEBPEMEHHOE O0palleHne 32 MEIUIIUHCKON
MOMOIIBIO TO3BOJIUT YJIYUIIUTh PE3YJIbTAThI JI€UCHUS TaHHON NaTOJOTUH.
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IHUTOMEI'AJIOBUPYCHBIN T'ENTATUT Y PEBEHKA
HA ®OHE PEJKOI'O HACJIEACTBEHHOI'O 3ABOJIEBAHUA
(E71.3 HAPYIHEHUE OBMEHA KUPHBIX KHCJIOT):
KIIMHNUYECKOE HABJIIOJAEHHUE

1 2
Bonakoea M.II.", Beicens O.B.
1 . N .
I pooHenckuti 2cocyoapcmeenHblll MEOUYUHCKULL YHUBEpCUmen,
2
I’ poonenckas oemckasn obracmuas KiuHu4eckas 6o1bHuYa

AxkTyanabHocTh. Hapymieanst oomena >kupHbix kuciot (dedummr armmn-KoA
JEFUIPOreHasbl KUPHBIX KUCIOT C OYE€Hb JJMHHON YIJIEpOAHOW LIEMbI0) — PEAKOE
HACJIEICTBEHHOE 3a0oJieBaHME U3 TIpymlibl  JAe(EKTOB  MHUTOXOHIPHAIBHOIO
B-OKHCIEHUS KUPHBIX KUCIOT, 00YCIOBICHHOE ACPUIUTOM yKa3aHHOTO (hepMEeHTa.
[Ipu HEnOCTaTOUYHOCTH 3TOrO (hepMEHTa YBEIIMYMBAETCS KOJUYECTBO HEOKHCIEHHBIX
IUKapOOHOBBIX KHUCJIOT B TKaHAX TIOJOBHOIO MO3ra M MEUYEHU. 3allyCK yKa3aHHBIX
IPOLIECCOB MPOUCXOJUT B YCIOBUAX META00JINYECKOTO CTpecca: NpU UH(PEKIIMOHHBIX
3a00JIeBaHUAX, TOJIOAAHUN, MPUEME >KUPHOU NHIIM, (PU3NYECKOM, IMOLMOHAIBHON

71



neperpy3ke. I[lepBbie mposiBieHust 001e3HU (DUKCUPYIOTCS B JETCKOM BO3paCTe:
3a/IepKKa MCUXOMOTOPHOTO PAa3BUTHS, TOPAKEHUE CEPALIA, IEYEHU, META0OIUYECKHE
KpU3bl U MPUCTYIBI pBOTHL. B Hacrosmee Bpems omnucaHo okosno 400 ciydaes
Oone3Hu. 3aboJieBaHME HACJIENyeTcsl ayTOCOMHO-pelieccCuBHO. YacroTa cpenu
HOBOPOXACHHBIX B cTpaHax Epomsr u CIHA cocramser 1:30 000-1:50 000 [1, 2].
[IpoGnema 1UTOMEraJoBUPYCHOM MHGEKIMN MPOAOKAET OCTAaBAThCS OIHOM
U3 aKTyaJbHBIX B MEAMATPUHU, YTO OOYCIIOBIECHO €€ BBHICOKOM pacripoCTpaHEHHOCTHIO
B Pa3IUYHBIX BO3PACTHBIX TPYIIAX, U B TOM YUCIIE CPEIU HOBOPOKICHHBIX, BRLICOKOU
3a00J1€Ba€MOCThI0O U CMEPTHOCTBIO JETel B TPYAHOM BO3pPACTE, BO3MOXKHOCTBIO
Pa3sBUTHSI TSHKEIIBIX TC€HEPATU30BAHHBIX U JIOKATM30BaHHBIX (opM 3aboneBaHus [2],
puckoM (opMupoBaHUS MOPOKOB Pa3BUTHS PA3IUYHBIX OPTaHOB U CHCTE€M, B TOM
YHCIIe U TenaToOMInapHon CUCTEeMBI [3].

Heab. O1ieHUTh KIMHUYECKYIO KapTUHY 3a00J1eBaHus Y peOCHKA, COOTBETCTBUE
BBISIBJICHHBIX CUMIITOMOB OMMCAHHBIM B JINTEPATYPHBIX UCTOYHUKAX.

Metoabl ucciienoBanus. M3yyeHa nepBudHasi MeAUIUHCKAs JIOKYMEHTAIWS:
«Uctopus pazButus pedbeHka», «MeauImHCcKas KapTa CTalldOHAPHOTO MaIlMeHTay,
BBITIMCKHU U3 MEAUITMHCKUX JIOKYMEHTOB.

PesyabTarel M ux oOcyxkaenue. [lon HamuM HabmoIeHUEM HaXOIUIACh
neBouka C. B Bozpacte 6 mecsieB. J(eBouka mOCTYHUIa B CTAllMOHApP C XKalobamu
MaTepH Ha JKENTYIIHOCTh KOXHBIX MMOKPOBOB, CKIEP, CHUKEHUE alTETUTA, BSJIOCTD.
3a mecsln mepen 3TUM y peOeHKa B TEUCHHE, S JAHEW oTMedalcs >KUIKHM CTyl
10 3-4 pas/cyTku, >KenTo-3eJeHOro IBeTa. Jleunnuch aMOynaTopHO, MOJyyana
Hudypokcasua. Yepes 2 Hemenn peOSHKY MpOBecHA TUTAHOBAs BakuHAIMsA. Yepes
2 nmHS TOCNe BaKIWHAIMKA y peOCHKa OTMEYAIOCh IMOBBIINICHHE TEMIIEPATypPhl
no 37,2-37,8°C, BnaxkHblii Kalll€lb, BSAAOCTb, CHIDKEHUE ammneTura. Jleywiach
aMOyJaTopHO, MoJiy4yana aMOKCUIIMIMH, pydepoH, noyden. Yepes 10 aHelt mama
3aMeTUjIa, YTO Yy peOCHKa HOSBWIACH KEIATYIIHOCTh KOXKHBIX MOKPOBOB, BSIJIOCTD,
OTCYTCTBHUE anmeTuTa. /[eBouKa B TSXKEJIOM COCTOSIHUM ObLIa TOCHUTAIM3UPOBAaHA B
Pb, Ha cieayronui-aeHb nepeBeneHa B Y3 «['pomHeHckas nerckas o0OjiacTHas
KJIMHH4YeCcKasi O0JIbHUIAY.

[Ipu mnepeBone . COCTOSIHME OLIEHMBAJIOCh Kak Tsokenoe. Ilpu  ocMmotpe
OTMEUAJIOCh KEITYITHOEC OKpaIIMBaHUE KOXKU, CKIEPbl UKTEPUYHBI. JKUBOT MATKHIA
0e300Je3HeHHBIN,, TIeYeHb +7,0 c¢M u3-1oj Kpas peOepHOW Iayru, cele3eHKa He
nansnupyercs. Ctyn Obu1 3 pasa, )KeAThIN, KaluieoOopa3HbIi.

[IpoBeneno obcieoBaHueE:

OAK:Dp. 3,18*10"/m; Ha 85r/1; Ht 24,4; MCV 76,7 d; MCH 26,7 ir; MCHC
348 r/m; Peruk. 47%%,; Tp. 520%10°%m; Jleiik. 11,7 10%m; D 1%; IT 8%; C 20%:
J1 67%; M 4%; COD 3 mm/u; Tp. no ®orno 460*10%/1.

HDA ananusz: EBV VCA IgM otput.

HUDA ananus: [lpoxkanbuuToHUH 6,54 HI/MIL.

HUDA ananusz: Herpes Simplex 1+2 1g M 0.2.

I'emocma3zuoepamma: AYTB 26.2 ¢; R AYTB 0.8; Ilp. Bp. 17.0 ¢; AkT. npoTtp.
o kommuiekca (1o Ksuky) 60 %; MHO 1.48; ®ubpunoren 1.3 r/m.
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buox. uccn. xposu: obm. Genok 37 r/m; MoueBMHA 2.5 MMOJB/JI; KpEeaTUHUH
28 Mkmoub/im; Owi. obm. 119.6 mxmonw/m; Owmn. mp. 69.6 Mkmonw/m; Owil. CB.
50.0 mxmoaw/n; . 3.7 mmons/n; ACT 328 En/m; AJIT 185 En/im; Na 136 MMoJIb/;
K 3.46 mmons/it; Cl 105.1 Mmmons/m.

Xnopuowvr noma: 30 MMOJIB/ 1.

I[P kposv Cytomegalovirus He o6napyxenst JHK. [I[JP cawona
Cytomegalovirus O6napysxens! JJHK.

I[P moua Cytomegalovirus OOnapyxensl JHK. KOC: Tun npo6sl
KarmusipHas; Temmepatypa 36,7°C; FO2(I)21%; pH(T), ¢ 7,423; pCOX(T),
¢ 34,5 mmHg; pO2(T), ¢ 69,4 mmHg; pO2(a,T)/FO2(I) 331 mmHg; FShunt (T), e
7,3%; sO2 96,8%; ctHb 106 g/l; FO2Hb 94%; FCOHb 1,9%; FHHb 3,1%; FMetHb
1%; mOsm, ¢ 274,4 mmol/kg; Hct,c 32,7%; cNa+ 135 mmol/l; ¢Cl-+102 mmol/I;
cCa’+ 1,32 mmol/l; cGlu 4,8 mmol/l; cLac 1,6 mmol/l; ctO2¢ 6,3 mmol/l; p50,
¢ 19,05 mmol/l; ABE, ¢ -1,4 mmol/l; SBE, ¢ -1,6 mmol/l; ctCO,(B), ¢ 20,4 mmol/l;
cHCO3-(P,st), ¢ 23,2 mmol/l; cHCO3-(P), ¢ 22,2 mmol/I.

Ananuz kposu na TMS: y peOeHKa BBISIBICHO  HOCHTEIBCTBO MYTallMH C.
1528G>C B rene HADHA TI'enotun nanuentra ¢ 1528C/c. 1528C. ['omo3urotrnoe
HOCHUTENbCTBO MyTauuu ¢. 1528G>C accouuunpoBaHo ¢ Ae(ULIUTOM JETHIPOreHasbl
3-runpokcuanmi-KoA ¢ pmmaHOM nienso (OMIM #609016; MKB-10: E71.3).

Y3U OPBII: npu3Haku TenatoMerajiuyd ¢ HOBBIIIEHHUEM SXOI€HHOCTH I€UCHH,
YTOJIILIEHUE CTEHOK KETYHOTO MYy3bIPsi C YMEHBLUIEHUEM €T0 B pa3mMepax.

MPT: MP-naHHbBIX 32 OOCTPYKIIMIO >KEJICUEBBIBOMASIINX ITYyT€ HE BBISBIICHO.
MP-kapTuHa renaromeraiuu.

bAK: amunaza 10 En/n; AJIT 52 En/n; ACT 47 En/m; menounas ¢ocdarasa
157 En/n; rmoko3a 4,7 mMmoaw/it; Omit. o6mr. 8,0 Mxmouns/n; CPb 1,0 Mr/im; kpeaTuHUH
24 MxMOJIB/JT; MoueBHHA 1,7 MMOJIB/m;.00111. Oestok 59 /.

Knuuanuecknit nuarne3: E71.3 Hapymenne oOmeHa JKUPHBIX — KUCJIOT
(HacnenctBennoe napyuieHue. B — okwucieHue >KUPHBIX KHUCIOT C JJIMHHOM
YTJIEPOAHOM IENbI0: [IMHHOLIeTIoOueuHON ruapokcuin KoA aeruaporenssl aeduiur)
'enaTuT UTOMETaTIOBUPYCHOM ITHOJIOTHH, KENTYIIHAS (opmMa, TSHKEI0€ TECUCHHE C
FEMOJIUTUYECKUM KOMITOHEHTOM. AHEMHUsI CpeaHEH CTeNneHW (COCTOSIHHE TIOCIe
remokoppekiun). Tokcnueckas sHnedanonarus. Cungpom yruerenus [IHC. Ocrtpas
nérkas BOH. ITN?

lIposedennoe  neuenue:  WH(PY3MOHHAsT ~ Tepamusi  TIIOKO30-COJIEBBHIMHU
pacTBOpPaM¥, BaMHH, TaHIUKIOBHUP, YPCAKIWH, XO(MHUTON, KpPEOH, MPEIHU30JIOH,
redaji, KOMUCTAT, HUICTaTHH, TENTPaJl.

B pe3ynbTaTe mpoBEAEHHOIO JICUEHUSI COCTOSIHUE peOEHKa YIYYIIHIOCh, CTalla
OoJee aKTUBHOM, UCYE3J1a JKeNTyXa, Havyajia MpuObIBaTh B Macce Tena.

Brinucana c ynyumienueM uepes 43 AHS ¢ pEKOMEHIAlUSIMU:

1. HaGnroieHre  y4aCTKOBBIM — MEAMATPOM,  HEBPOJIOTOM,  KapJIuOJIOrOM,
OKYJIUCTOM, IU€TOJIOTOM, T€HETUKOM.

2. lueroTepanusi: pe3Koe OrpaHUYCHHE MTOCTYIUIEHUS JIMIUAOB, C COXPAaHEHUEM
CPEIHELICTIOYEYHbIX JKUPOB, OOOTralleHUWEe paluoHa YIJIEBOJAMH, COXpPaHEHUE
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BBICOKOW KaJOPUMHOCTH MUIIU. YKOPOUYEHHUE MPOMEKYTKOB MEK]y NMPpUEeMaMu MUIIH
710 2-X 4acoB.

3. Asutpomuniun 100/5 4 mn 1 pas3/aens 3 ans, 3atem 2 mi 1 pas3/neHs 2 qHsl.

4. Tlpegnuzonon 5 mr 1/4 Tabn. yrpoMm 7 JIHEW c mocieAyronield OTMEHOMU
npernapara.

5. Xodwuton 10 xanens 3 pa3a/ieHp B TeUCHUE MecCsIIIa.

6. Kpeon 10 000E/I mo 2 000 EJI B kakablil IpueM MUK 2 HEJIEIIHU.

7. T'edan o 2,5 M 3 paza/neHsp 7 qHeH.

8. Konrponmr BAK (oOmr. 6enok, anbOyMuH, TUIOKO3a, OminpyOuH, AJAT,
AcAT, KOK, criB. xene3o0), OAK B nuHamMuke.

9. CormacHo pelmeHnu0 KOHCWIMyMa, peO0EHKY TIOKa3aHO BCKAPMIIMBaHUE
cMmechio Asbgape 10 Bo3pacTta 1 rona, B CBSI3U ¢ OTCYTCTBUEM 3apEIHCTPUPOBAHHBIX
B Pb cnenmanusumpoBaHHBIX cMeced JUIsl JE€Te C JaHHOM HmaTojiorueu (pacuer
NUTAHUS IPUIIAraeTcs)

10. Kapuutun 20 Mr/kr/cyT noj KoHTpojieMm ypoBHs TMC:

11. KOC, TMC 1 pa3 B 3 mecsua.

12. OKT, Y3U cepnua, OBII 1 pa3 B 6 mecsies.

13. Aprunun 300 MI/Kr/CyTKH.

14. I'mumua 200 Mr/cyTkH B TedeHUE 2-3 MeCSUeB.

Takum oOpa3om, Mpu renaToMeraiuu y JIeTei paHHero Bo3pacTa HEOOXOAMMO
IPOBOJUTh KOMIUIEKCHOE OOCJeIOBaHME | ISl = HCKJIIOYEHUS WHGEKIIMOHHOU
Y TEHETUYECKOU MaTOJIOTUH.
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OCOBEHHOCTHA ®U3NYECKOI'O U HEPBHO-
IICUXNYECKOI'O PASBBUTHUA I[ETEfI INEPBOI'O I'OJA
AKN3HU, POXKXIEHHBIX ITYTEM OIIEPAIIMUA KECAPEBA
CEYEHUA
Bonkoea M.IL.", Ilpokonoeuu B.H?

1 . . .
I poonenckuti 2ocyoapcmeeHnublii MeOUYUHCKULL YyHugepcumen,
2 .
L]yuunckas yenmpanouas pationHas 601bHUYa

AKTyaabHOCTBh. Ha cerogusiHuii 1eHb omnepaius KecapeBa CEUeHUs SBIISAETCS
HamboJiee pacpOCTPAHEHHBIM ONEPATUBHBIM METOAOM pojopazpemierus. OnHON u3
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