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NPOTCEAKINX € CHHAPOMOM L-LEJIB-EECDPELIIIH}, KOHCY/ILTALIHA Bpata-rcHcTHED [,"I,.I'IH YTOUHCHHA
HATHYHA JeeKTOB reHoB, Beayumx k wioauposansomy Aeduunty CTT n nexkmovexns
HAC/IEACTBCHHBIX BApHanTOB 3a00NeBannA), TaKk Kak Hanbosee YacThiM M3 BCEX MIBECTHBIX B
HACTOAILEE  BPEMA  TEHETHYECKHX  JeekTon, JeKalMX B OCHOBE  BPOXICHHOIO
THOOMHTYHTAPHIMA, HBIAIOTCA MyTaumn resa PROPI, korza MMEOTCA  CONMYTCTBYHOLLMI
THNOTOHAAHIM W THIOKOPTHUMIM, NPH ITOM THIOKOPTHLHIM pPaIBHBACTCA NOCTENEHHO M
MaHdecTHpYET, KAk NPaBWIOo, HE PaHGE NOAPOCTEOBONG BOIPACTA, YallE B TPETHEM
JECATHACTHH HHIHM.

Brinoaw. B dopuuponanne HUIKOPOCIOCTH B IAHHOM ceMeiiHOM Ciydae cropee Beero
BHOCAT BEKIA4J, KK TMCHCTHUCCKHE 'Itlﬂ.h_.l'ﬂpbl.. TAK H ﬂﬂuHﬂJleﬂ-ﬁHTﬂBh[t, a4 TaKKe
conyreTeyiomas naronorua. s sddekTHBHOrO NeMeHHA COMATOTPONHBLIM FOPMOHOM MpH
OREOHYATCNEHOM NMOATBEPAICHHHA cro ,".I,Ed]HII,IrITﬂ EI{.‘DEXD.‘IHHI,'I 'EOHW YrﬂjﬁJ‘]CII}IW
0DCAEI0BAHHE B COOTBETCTBHH ¢ PCKOMEHIALMAMHE, 0DA3ATCABHAA KOPPECKUHA THIIOBHTAMHHOA
D, wenezonedmunTHON aHeMHH, CHHAPOM LHTOAM3A.

KJIMHWYECKHH C/TYYAH B MPAKTHKE NMEJAHATPA - CEMEHHBIH CJIYYAR
CHHIPOMA HAKEHA

Xammayanna AP, Cagpuera A.H.

Havuneii pyrosodumens ki, Cracmuwosa E.C

Kasanckuti cocyvoapemeennniil meduyunckun yuusepcumem, Kazans, Poccus

Beenenme. Cunapom Hakena (PMM2-CDG  (phosphomannomutase 2 congenital
disorders of glycosylation -  dochomansomyraza 2 BpoRACHHOE  HapylIEHHE
I'JIiIHﬂj-IUII!.PUB&HHH} — FCHETHYMCCKOE 3ﬂGﬂJIQBHHH¢., OTHOCHILCECH K I'P}"IIIIC HACICACTBCHHBIX
HapywcHni o0MeHA BCLMECTE ¢ HapyweHHeM rankoswanposanna (CDG), B ocHOBE KOTOPOIro
nexut mytauus B rene PMM2. Jlannwil ren xommpyer depument dochomannomyrazy 1L
Hedmuwr  depmenta  ochomannomyrasel I npusoanT  HapylleHHsM  npouleccoB
FHKO3MIHPOBAHHA DEIKOB, B PE3VILTATE YEro BOIHHKAET HENOCTATOMHOCTB MAH IHCqyHKLUNA
Gonbore YHCNa rIHKONPOTEMHOB (ropMoHoB, (AKTOPOB CBEPTHIBAHHA KPOBH, PELENTOPOB,
MEAHATOPOR, HMMYHOTIOOYAHHOB, depymentor). Pacnpoctpanennocts PMM2-CDG coctasnser
1:20 000-1:79 000, sacrora HocuTenbeTBa — 1:60-1:118. Tun nacneaoBaHHA — AYTOCOMHO-
peueccHBHilil. B nactogmee ppems Baiarneno Goaee 160 pnapos CDG. Kannuueckne npuinaky
cunapoMa HKakena: kpannodaunaibhsie gncmopduy, ocobeHHOE pacnpeleicHie MoAKoKHOI
HHPOBOIT KISTYATEH, MOBKEUKOBLIE PACCTPOIICTBA, HAPYINEHUA BCKAPMIHBAHMA, JIBHIATENbHEIE
PBDCTpDﬁCTB&, HIMCHEHHA o0 CT(JPDI!I:I rcn:nunucmmblmii. CCPACHHO-COCYTH II:T‘.'.'IIii1
']Il..‘l_ﬂlf_[]]llillﬂﬁ CHCTCM. T:I)KOCTI: ICJIIIIIH'-I{:CICGI-i KAPTHHLL, NpOrHO3 B 'EIH'II:[IIHIICTEC cay4dace
JABHCHT OT COMETAHHA MYTALMil, ONPeAcAfOUHN BRPAKCHHOCTh Ae(HLHTA AKTHBHOCTH T'eHa
PMM2.

Kannmqeckuii cay4ail, Iawnent A, 2 mec. 7 aneil, noctynmia ¢ sanobaMi Ha noIbemM
Temneparypsl Tena ao 38,5 C. Anamues 3abonepaHia: cpaly NOCHe pPomICHHA NEPeBelcHa B
oraciesue peannmauny HosopomacHieix FAYS «/IPKBE M3 PTw. Jlaboparopuo nabmoaanacs
anemus nerkoil crenenn (Hb 107 r/n), tpomGousronenna (PLT 17 x 10%/a); ranorankesus (Glu
1,39 mmons/n), cunapom uwarommsa (AJIT 606 Ex/n, ACT 1871 Enfn), runoxpearvnunesmns (13
mEMOne),  runoansdymunemun (20 r/n), rumonporewsnemma (37,1 ©n);  cumapom
runokoaryaauun (MHO 1,16, AYTB 56,6 cekyua): nocTosHHb 1eKOMIEHCHPOBAHHBII
serabonmnuecknii ankanos ¢ nepexoiom B Merabonnueckuii aunnoz, OAM: sputpouwnTypus (10
B none apenna (n.3), runocrenypua (1003), neiikounrypus (500 B n.3), npotennypua (0,25 rin);
nonyaauns awmgounros: chixenne CD 4 u CD3 dpakumii; umsynorpamsa: crickenne 1GA,
IGM: B nyHKTaTe KOCTHOIO MO3Ira YMEPEHHO THIOKNCTOMHBI, nonusMopdHbIi, MUEIOHIHBIH
POCTOK PACIUHPEH, IPHTPOMIHLI POCTOK PEIKO  CYWCH, MCTAKAPHOLUNTB CIHHHYHBIC B
npenapate. Fopmodansheiii npomas: cHikenne T4 cpofoanoro, ypoBeHb HHCYIHHA B
NOBTOPHWX HCCACHOBAHMAX B npeiaenax wopmel, Y pedenka nckmouen TAR-cunapom
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(thrombocytopenia — absent radius syndrom - TpomGouMTONEHHS — CHHAPOM OTCYTCTBHA
ayqesoil kocTu): nyuessle KocTH BH3Yammsupyiorca. llpw nposenennn weiipoconorpadin
oOHAPYMEHEl KHCTE COCYJIMCTWX crueTendii, B octansHoM Oe3 navonornii. [lo pesynstaram
IXO0-KC: HeA0CTATOMHOCTE TPHKYCIHAATBHONO KIanaHa | CTCNCHH, OTKPLITOC OBAILHOC OKHO
3,6mm. B nonocti nepukapaa ceobomads MHAKOCTE cioem 2.2 MM, HA Bepxyke 2.9 mm.
luneprpoma  muokapia npasoro wenyaouka., Ilo Y3H T'JIC w nouek  obuapysens
HecneunmfuUueckHe HIMEHEHHA B BHIE Weneroil nHenodkTaznn ¢ obenx cropoH. AHANHI KPOBRK
Ha wekTpodopes TpancheppHHOB — BHABIEH aHOMANBHLIH CNEKTp TpancheppHHOB. AHamMHes
wuann:  pebewok or 4 DepemenHocTH, npoTekapuiedi nHa  QoHe Yrpoisl  npepLBaHns
Bepemennocty. [lepsan  GepeMeHHOCTE 3AKOHMHIACH CAMONPOHIBOIBHBIM BRIKHABILEM, 2
GepeMEHHOCT — Po/bl HA cpoke 39 Heaenb, Jepovka, 310posa; 3 GepeMeHHOCTs — IKCTPEHHOE
recapero ceuenne Ha 38 nepens, maneumk, ymep (40 awei muanm). ODBeKTHBHBI CTaTyC:
HATHHHE CTHIM An3amOpHoreHe3a — yiun ¢ GONBIHMH MOMKAMH, HHBEPTHPOBAHHEIC COCKH,
gedopMalMa  TPYAHOI  KICTKH — KWICBHIHOH (OpMbl, HEPaBHOMCPHOC pacnpe/e/icHie
NOJAKOKHO-KHPOBOH KIETHATEH, B HacTHOCTH, B 0GIACTH BHYTPEHHEH cTOpoHbl Geaep W naey,
HUTHYHE IKXHMO30B HA KHCTAX PYE H Ha CTONAX nocic I"[]I'.B'L‘H]'.I_I!i'.![, BECHOZHAA CETh HA HCIH.'.‘JEI{.‘ii
NOBEPXHOCTH #HHBOTA. CHHIAPOM HECBPONOTHHECKHX HAPYILEHMIl (3A1epPAKA NCHXOMOTOPHOIO
pPa3IBHTHA B BO3pacTe 2 MecsueB — He (PUKCHPYET B3risd, KPATKOBPEMEHHO HE YIepKHBaCT
roioy;  AMphyIHAA  MBILUCYHAS  THOOTOHME, runopednekcus, arpodus  Muwy B
NPOKCHMANLHEIX OTAENAX KOHEHHOCTell, runoTpodua B IHCTANBHBIX OTIENAX KOHEYHOCTEH
CXOAImeccs ANLTEPHHPYIOIIICE anuma'ml:}. CIIII..'IPDM HAPYLICHHA BCEKAPMIIHBAHNA
{cpeirneanms). CHHAPOM KOCTHBIX HAPYIICHWIE: TYTONOABHMAHOCTh KOJCHHBIX CYCTABOB.
Yeranomnen amarnos:  Cuwapos  JKakewa, MnageHuyeckas  MyabTHCMCTeMban  dopma.
nplIMﬂlﬂlﬂDﬂb MATOMCHETHYCCKOS  JICMCHHE, BEJIKOMARMLICE Ilpﬂjl'.iﬂﬁ.llllﬂﬁ ECHﬁuTII.&j.lHﬂ]-I!HH1
JMYPCTHKH, FENATONPOTCKTOPB, HMHQYIHOHHAR  TEpanHA, JOTALMA  MHEPOIIEMCHTOB,
KYTIHPORAHHE THIONPOTEHHEMHH, AHTHOHOTHKOTEPATIHA,

Jakawuenne. Takum 00pazoM, JAHHEH KJIHHHYECKMH Clyuail OTPAMACT BUKHOCTE
CBOCBPCMCHHON  IHArHOCTHKM M MHMUMALMH  [ICMCHMA, HE CMOTPA  HA  OTCYTCTBHE
ITHONOTHYECKOND JIeYeHHa B ciaydae ¢ cuuapomosm JKakena. Bamna HAacTOpOMEHHOCTH B
OTHOUWICHHH TeHETHYCCKHA 3aDocranmi ¥ I.ll.."l'!:ii. HUIHEHICILI[HI B HECOHATAIRHOM H rpy_rmm.{

BO3PACTE.

AKTVYAJIBHBIE BOMPOCKI ICUXUATPHH, HAPKOJIOTHH,
MEJHIIHHCKOH NCHXOJOIHH U ICHXOTEPAITHH

Hayuno-npaxmuueckue padomuot

BIIHAHHE CTENNEHH HHOPOPMHPOBAHHOCTH HA MEXJIHYHOCTHOE
B3IAUMOJIENCTBHE MEATY JIMUAMM C OB3 I10 3PEHHIO U BE3
Anapmes HA., Murpaiikun H.C., Cepeanna H.B., Canknaesa J.M.
Hayunnte pyrosodumenn: dan., npogh. Jeopuuwenco M. B,

Cubupcruii 2ocvdapemeaenisiin mediungunckuts viusepeumen, Tover, Poccus

Bpenenne. Konuenuua passuTHA  HHTEIPHPOBAHHOrO 0OpaJOBAHMA NOAYYAET B
COBPEMCHHOM DEII.I_I:CTEB NONYJAPHOCTE B CBAIH C pOCTOM MCTOQOMONHMCCEKHX NOOXOIN0B B
oDy4eHHN B PAMEAX NOBBILCHHA KBUTHQHKALIH OPOPeccopCKo-NPenoiaBareibCKoro cocTasa.
OnHaKo MHOTHE OCODCHHOCTH JIHIL ¢ OFPAHHYCHHBIMH BOIMOKHOCTAMH inopopss (OB3):
NMEHXOAMOUHOHANBHOL COCTOAHHE, CTCICHB l.:l.'ILl]-'IH..IIbHUiTIi AOanTAlHH, IICHXUtIJH?HDJIﬂIH'-IﬂCICI[ﬂ
CTEPEOTHNLI MOBEACHHA H T TONLKD BEIKOMAIOTCA B NPEIMETHYI0 001acTek METOMMCTOB.
Huknmioana cryaentos ¢ OB3 npeanonaraet COilanne H NOUIEPRAHHE HEODXOAHMEIX YCITORKI
MUIA COBMECTHOrO M KOMOpTHOro ofyueHus co cryleHTaMH Ge3 nojobHLIX OrpaHHveHwil.
Bazkno yuecTs, ¥TO NOCAEIAHME B CHAY HELOCTATOUHOCTH NOHUMaHKA npobiesm H ocobennocTei
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murt ¢ CYR?T unrvr weheraTh eneTarTa Taru ninaenu BusdEn CTAITAHE WHdhnnuunoRa mEneTu



