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BBenenue

ITopdupuun — 310 rpynmna 3aboseBaHUiA, 00-
VCIIOBJICHHBIX HapyIICHWSIMA OMOCHUHTE3a pa3-
JUYHbIX nopdupuHoB. Ilopdupun BO3HUKAIOT B
pe3ynbrare pepMeHTaTUBHOIO 0JIOKA Ha 3Tarnax Ono-
CHHTEe3a TeMMa, XapaKTepPU3YIOTCSI MOBBIIICHHBIM
BBIIEJICHNEM MOPGUPUHOB WM UX MPEIIIeCTBECH-
HUKOB C MOoYeli 1 ¢eKamusIMu. B 3aBUCHUMOCTHU OT
MecCTa IepBUYHOI0 HAaKOIUICHUS ITOP(PUPUHOB BBI-
NEJISTIOT TIeYeHOYHBIe W 3puTporosTudeckue Ilop-
upuu. Ha-
KOIUIEHME MeTabOJMUTOB BbI3bIBACT IOBBILICHHYIO
KOXHYIO (POTOUYBCTBUTEIBHOCTh MPU IPUTPOMNOI-
TUYECKUX MOpGUPHUIX, a TaKXKe HelpoBuUCLEpalb-
Hble HapylleHus (0oJu B XXMBOTE, pBOTa, 3aIop,
CepAeYHO-COCYIUCThIE HapyLIeHUsI, HEBPOIATUS)
NPy NMeYEHOYHBIX MOPPUPUSIX.

Hapyimenusi ooMeHa aMUHOKUCIOT MpeAcTaB-
JISIIOT cO0OM pacnpocTpaHEHHBIE BPOXICHHBIC JIe-
(hexThl MeTabOIM3Ma, KOTOPHIE MOTYT MPOSIBISIIOTCS
3aJepKKO TEMIOB pa3BUTHSI, SHUE(GATONATUEN,
MOJMOPTaHHLIMM HapyILIEHUSIMUA; UMEIOT Mporpe-
JUEHTHBIN XapakTep TeUCHMUSI.

Iean padoThl: U3yYUTHh KIMHUYECKHE W OOXM -
MUUYECKME OCOOCHHOCTU Y peOeHKa CO CJIIOXHBIMU
MeTaboIMYeCKUMU HApYIIEHUSIMU.

Marepuabl 1 METOAbI
CeMbsl ¢ 00JbHBIM peOeHKOM; KIMHUKO-1a00-
paTopHOe, COMaTOreHeTUYeCKoe 00Cae10BaHMUE.

Pe3ynbTaTnbl nccie10BaHMiA

Ilpusooum kaunuueckoe Habawdenue. PebeHOK
Il 6611 HampabyieH Ha obcnegoBaHue B XCMI'L] B
Bo3pacTe 3 MecsleB ¢ XajlodaMu Ha Je(ULUT Beca,
KUIKHI CTYII C TIPUMECSIMHU, O€CTIOKOMCTBO, CPBITH-
BaHMSI, TPEMOP PYUEK.

W3 anamuesa: c 3 Henellb peOEHOK JEUMUICS B
XITIL[ ¢ muarHo3oM: runoTpodus, repuHaTalb-
Hoe nopaxenue IHTHC, runepreH3MOHHO-TUAPOLIE-
(anpHBIII cHMHIPOM, Xelle30AeULMUTHAS aHEeMUs
IcT, MeTabonmyecKkasl KapauoIaTusl.

B 3 mecsua B3aT Ha yueT B XCMI'LI, o6¢cneno-
BaH.

ITpu TCX aMUHOKUCIOT KPOBU ObljIa BbISIBIE-
Ha yMepeHHas TUIepaMHHOAIIECMUSI, TOIOupa-
JIOCh TIUTaHKWE C HEBBICOKMM COIIEpKaHUEM OellKa.
B 6 mecsieB 6b11 ocMOTpeH HeBposorom B MI'L,
3aKJII0UCHUE. TUIIEPTEH3NOHHO-TUApOLedaTbHbII

CHMHJIPOM, IPOBOAUIIOCH JIeUeHe (aruakapb, acnap-
KaM, KaBUHTOH). Y peObeHKa OTMeYaauCh MposiBie-
HUSI COeIMHUTEIbHOTKAHHOM AUCIUIA3HU.

ITocne roga y pebeHKa MOSIBUJIUCH PBOTHI BO
BpeMs U mocjie eapl; Ha ¢oHe OP3 mocne pBOTHI
CTaJl BSUTbIM, CJIA0BIM, B TEUEHUM HECKOJIBKUX JHEM
ouyeHb MHoTO crajt. [Ipoxomui neuyerue B [JIKBNe8
110 TIOBONIY AM30aKTepro3a KHUIIeYHNKA, THIPOLIe-
¢anbHOro cuHapoMa. B Moue ObLT auleToH ++++,
rmoko3a 3,8.  Ormevanach NMOBBILIEHHAs TOTIM-
BOCThb, HaJIM4Me CIeHU(GHUIECKOTO «THUJIOCTHOTO»
3araxa.

ITpu Y31 — nuddy3Hble U3BMEHEHUS B Ieye-
HUM, XOJIAHTUT, ITAHKPEATOITATHSI.

B xpoBU — yMepeHHOE MOBBIIICHUE IIEIOYHOMN
docdarazsr, ACT, AJIT, B Moue — ciaeabl IIPOJIMHA,
MOBHIIIEH MHANKAH, KETOKUCIOTHI. BBIT KOHCYIIb-
tupoBaH npodeccopom E. f. IpeyaHuHoii, npoBo-
nuiics nuddepeHIMaNbHBIN IUaTHO3 MEXIY opra-
HUYecKol alaypueit u nopgupueit. Haznavyanace
JIeTa ¢ OrpaHMYeHUEM MOJIOKA, OeJIKa; IperapaThl
KapHUTHHA. O0I1Iee COCTOSIHYE YIYUIINUIOCh.

B 2006 . obGpatwica B CBS3U C IOSIBIEHUEM
3KaJio0 Ha XXUAKUHA CTYJI CO CIM3bI0, 00U B XKUBO-
Te, BBITaJeHUs TPSIMOM KUIIKK (CaMOCTOSITEILHO
BIIpaBJIeHHOE MaTepblo). OTMeuanach 000CTpeHHast
peaxkis Ha 3BYKOBBIE pa3ipakKUTeNIN; COHIMBOCTD
— Ha IoToAy, MHOIIa ToJIoBOKpykeHus. [Ipucrpac-
TUS B e€lie: He JTIOOUT I'Peuky, JI0OUT peIOy, MaKkapo-
HBbI, COCUICKH, MSICO.

Jleunncsa B XOOKb ¢ guarHo3oM: TpoMOoOLIM-
TOIaTusI, BTOPUYHBIM HeclemM(PUUIECKUd KOJIUT.
IIpu oGcnenoBaHMU: aHTUTENA K IIMAIUHY B HOP-
M€, CHIDKEHUE TJIMKO3aMWHIJIMKAHOB KPOBU, II0-
BBIIIIEHNE aMWHOJIEBYJICHOBOM KWCJIOTHI IIPU HOP-
MaJIbHOM YpOBHE YpO-, KOIPOHop(hUPUHOB.

Hasnavasncs xapmoHaT, LMTpapTMHWH, BUTa-
MUWHOTepanusl, 1eTa — C IMOJIOXUTEIbHBIM 3 PeK-
TOM.

B nanbHeiimeM OBLIM 3KajJoObI Ha yTOMJIsIE-
MOCTb, IEpUOANYECKIE OOJIM B KUBOTE, TOIIHOTHI,
alieroHeMudeckue pBoThl. Habmopanca B OJKb
C JIMAarHo30M:. XPOHWYECKWI HEesI3BEHHBIM KOJIUT;
TpoMOoLmTonatusl ITaHIIMaHa; TUIIEPMETPOITHS
c/1aboil cTeneHU OOOMX TIJa3. ALIETOHEMUYECKUI
CUHAPOM. DMOLMOHAJIBHO-JIAOMJIBHBI CHUHIIPOM,
LHepebpaabHasi aHTMOAUCTOHMSI.

Anamnes xcuznu: poauics ot Il 6epemeHHOCTH,
B cpoke rectauuu 39 Hen., ¢ Becom 2950 1.
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DTanbel pa3BUTHUS COOTBETCTBEHHO BO3PACTY.

PonocnoBHag oTsArolieHa Mo CepaeyHO-CoCy-
JUCTBIM 3a00JieBaHUSAM (BapMKO3HOE pacIIUpEeHUe
BEH, BHEIIEUCHOYHAas IOpTajJbHAasl TUIIEPTEH3MS,
TpoMbodIeOouUT, H(papKT MUOKapaa), 3ad0ojeBaHU-
SIM CKeJleTa, MoYeK, >KeyI0YHO-KHUILEYHOro TaKTa.

Pe3yasraTnl IpOBeIeHHBIX HCCIEIOBAHMIA:

— BO2KX aMMHOKUCIOT KpOBU — 0€3 M3MeHe-
HUIA; TOMOIIMCTENH KPOBU — 5,7 (105 MKMOJIb/J)

— TCX yriaeBomoB — HOpMa.

— MonekyasgpHbIA aHaIU3: TOJUMOP(HUIM
B TeHax (0JaTHOTO IIUKJIA — OOHAPYXEeH IreTepO3n-
roTHbIi kommayHa 677 ct MTHFR/ 66 ac MTRR

— buoxumnyeckmii aHaJIM3 KPOBU — TPAH3U-
TopHOE cHIKeHue ypoBHs Ca?t 2,04 (2,1 — 2,55),
xkenesa. IllenoyHas dpocdoTasa, XojleCTeprH, II0-
ko3a, ACT, AJIT, rpurmuiepunsl, MoueBruHa, KDOK,
JIAL, I'TT — B nmpenenax Bo3pacTHOM HOPMbI. TpaH-
3UuTOpHOE moBbllieHMe AT, 1ienouyHoit docdara-
3bI, MOYEBOI KMCJIOTHL.

— YPUHOIU3UC — TPAH3UTOPHOE IOBHIIICHUE
WHAWKAHA, KETOKWCJOT, CJedbl MpoJuHA, YIje-
BOJIOB.

— Y3 BHYTpEHHUX OPraHOB: YMEPEHHOE MO-
BBIIICHWE SXOIUIOTHOCTH IICYCHM, IIOJTHOKPOBHE
neyeHouHbIX BeH; 2KBII, maHnkpeaTonaTusi.

— AJIK (aMuHOJIEBYJIEHOBAsI KUCIIOTA) MOYU —
36,9; 32,9; 35.7 (3,8-19,0). KomnpomnopdupuHbl —
HOpMa.

— IIpob6a Ha mopdoOdUIMHOTEH MOYM — cJ1abo
TOJIOXHUTEbHA

JuarHo3s:

ITeyeHouHass mnopdupus, TPOMOOLIMTONATHUS
Inanumana. HapylieHue odMeHa cepocoaepxa-
LIMX aMUHOKHUCIOT, Ae(ULUT pepMeHTOB (PoIaTHO-
ro 1uKJja (reTepo3uroTHhIN KommnayHa 677cr MTH-
FR/ 66 ac MTRR).

BoiBoapl

IIpuBenenHoe HaAOMIONEHWE IEMOHCTPUPYET
(deHoMeH cunmponuu - co4YeTaHUe y OAHOTO 0OJb-
HOT'O HECKOJIBKNX OOMEHHBIX HapymreHnii. Ha6:mio-
JIeHUEe TI0Ka3bIBaeT HEOOXOIMMOCTh MCCIeA0BaHMS
oOMeHa aMUHOKUCJIOT, MOPp(GUPUHOB Yy IETei C Mo-
JIMOPTAaHHBIMU HapylIeHUsIMH (TIOJTMHEWPOIaTHsI,
abJoOMUHAIbHbIE CUMIITOMBI, TUMOTPOdUs); He-
00XOINMOCTh TTPOAOJKATh MOWCK TP BBISIBJICHUN
ogHOro Meraboyimueckoro aedekrta mjisi Ioadopa
aZeKBaTHOM Tepanmy U peaOvInuTaIlnu.




