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Baenenue

Cpenn OHKOT€HETHYECKMX CHHOIPOMOB, CO-
MIPOBOXIAIOIINUXCSI JTUIIOMATO3HBIM ITOpaKeHUEM,
BBIICJSIIOT papuTeTHY10 (GopMy — Oone3Hb Ma-
neiayHra. 3aboneBanue MaHudpectupyeT mocie 30
JIET MHOXXECTBEHHBIMU CUMMETPUYHBIMU JINITOMA-
MU B 00JIaCTH BEepXHEI 4aCTU CIIMHBI, U U ILICY
¢ 00pa3oBaHMEM pe3KOo aehOpMUPYIOIIEH IIeIO XK1 -
poBoii moaywiku. B ciydae ciaaBiieHUsI XXU3HEHHO
BaXXKHBIX OPraHOB MPOBOIST XUPYypTrAYECKOe Jede-
HuUe. B npoaHann3npoBaHHO HAMU JIUTEPATYPE Mbl
He BCTPETUJIM YKa3aHUI Ha BO3MOXXHBIE OMOXUMU-
YeCcKHe HapyLIeHUs U MOJIEKYISIPHO-T€HETUYECKHe
0COOEHHOCTHU MpY JAHHOU MaTOJOTUU

IHennio Hallieii pabOTHI ObLIO U3yYeHUE KIUHU-
YeCKHUX OCOOEHHOCTEeH M MOMCK BO3MOXHBIX OHUO-
XMMUYECKUX U3MEHEHMI Mpuy 0ose3HU ManenyHra
IJ11 pa3pabOTKX MOAXOAO0B K paHHEN AMAarHOCTUKE
U Npo(pUIaKTHKE OMYX0JIEBOrO pocTa.

Marepuabl 1 METOABI

bone3snp ManenyHra nMarHOCTMpOBaHa y Of-
HOro naiueHTa B Bo3pacte 44 neT. Mcnonb3oBaHbI
COMaTOreHETUYECKOE HCCIAEAOBAHUE C CUHAPOMO-
JIOTUYECKHUM U KJIIMHUKO-Te€HEaJI0rM4YeCKuM aHaau-
3aMu, OMOXMMUYECKHE, LIMTOTeHETUUECKE, MOJIe-
KYJISIPHO-T€HETUYECKUE, YJIBTPa3BYKOBbBIE METOJBI.
ITpoBeneHa olleHKa COMaTUYECKOro, HEBPOJIOTUYE-
CKOI0 CTaTyCOB.

Pesynbrarnl u 00cyxaeHne

ITauuenrt b., 44 roga ObLI HaIpaBJeH JJISI yTOU-
HeHWd IuarHo3a. JImarHo3 mpu HampasieHun: bo-
Jie3Hb MagenyHra?

XKanoobsl: Ha 00beMHOE MATKOTKAHHOE O0pa-
30BaHME Ha Illee, OrpaHNYNBAOIIee IBIDKEHNE TO-
JIOBBI, aHAJIOTMYHBIE OOpa30BaHUST MEHBIIUX pa3-
MeEpoB B 00JIaCTU 3aThlIKa, IepeaHeil OprolIHOM
CcTeHKH. M3-3a OMyXoJIeBUITHOTO 00pa30oBaHUs pe3-
KO OTpaHWYEHBI TTOBOPOTHI TOJIOBBI, IIPA 3TOM MC-
MBITBIBAET YYBCTBO HANPSDKEHW W OOJIM B IIIETHOM
OTHeNie TTO3BOHOYHMKA, OECITOKOUT ITOBBIIIIEHHAS
YTOMJIIEMOCTD, OOJIM B JIOKTEBBIX M KOJEHHBIX CYy-
CTaBax.

AnaMHe3 3a00JieBaHUS: CUUTAET ce0sl O0TbHBIM
¢ 2009 roma, xorga B 00J1aCTU 3aThIJIKA MOSIBUIMCH
2 MSITKOTKAHHBIX 0OOpa30BaHMS, KOTOpPhIE ITOCTe-
MEHHO YBEJIUYUINCH 10 5-6 ¢cM B IMaMeTpe, ycra-
HoBjIeH auarHo3 Junomaro3. C mas 2012 roga ot-

MeUYeH OBICTPBIA POCT MOIKOXHBIX 0Opa3oBaHUM
B 00JIaCTM 3aTbUIKa, TMOSIBJICHUE MSITKOTKAHHOTO
00pa3oBaHMsI Ha IIIe€ C MPOTPECCUBHBIM POCTOM,
OXBaTHIBAIOIIETO BCIO III€10, OrPaHUYMBAIOIIETO
JBVXEHMS B 1lIee, TOBOPOTHI TOJIOBLI. B HOsSI0pe-1e-
Kabpe 2012 roga MITKOTKaHHbIE 00pa30BaHUS MOSI-
BUJIMCh Ha XXMBOTE, MeJIKMEe — Ha pyKax. ObpaTuics
K Bpayy, TMarHOCTUPOBAHO OIMYXOJIEBOE MTOpakKeHUe
1IIeU HESICHOU STUOJIOTUH, MALIMEHT ObIT HATIpaBJIeH
Ha KOHCyJbTanuio K oHkojory. 11.12.2012 r. koH-
cyastupoBaH B HUM MenuLMHCKON paanoJioruu.
B xnuHuke MHctuTyTa mpoBeaeHo Y3U Msrkux
TKaHe! 111en — BbIsIBJIeHO Auddy3HOe pa3pacTaHUe
KMPOBOI TKaHU. 3amnomo3peHa 0os1e3Hb ManenyH-
ra. JIist yToUHeHUsI AMarHo3a MaleHT ObLT HallpaB-
Jien B XCMT'I.

N3 anamne3a XU3HUM U3BECTHO, UTO POIWJICS
BTOpPBIM peOEHKOM B ceMbe. Poc 1 pa3BuBascs co-
OTBETCTBEHHO Bo3pacTy. U3 mepeHeceHHbIX 3a00J1e-
BaHul otMevaeT OP3, mHEBMOHMIO.

B ¢enorune oOpaiaroT BHUMaHUE: TUIIEPCTE-
HUYECKOE TEJIOCIOXEHNE, HEBYCHI, ITUPOKOE JIUIIO,
3K30(TaIbM, FOIyObIe CKJIEphl, JIMHHBINA HOC, KO-
POTKUA PUIIBTP, Kapuec, MHOXKECTBEHHBIN pacipo-
CTPaHEHHBIN JIMIIOMaTO3 — HauboJee BbIpaXKeH-
HOe TIopakeHre B 00JIaCTH IIeH, TIe PACITOJI0XKEHO
OOJIBIIIMX pa3MEpPOB MSTKOTKaHHOE 0Opa3oBaHUE,
OXBaThIBAIOIIIEE BCIO IIEI0 B BUIE KUPOBOU MOTYIII-
KM, pacrpocTpaHsmolleecs Ha 00JacTh IIEHHOTO
yTOJIeHUs, napaBeprebpanbHo 10 ypoBHs [I,-I1,,
00JIaCTh HAOIUICUNii, OTpaHNYMBAIOIIEe ITBUKCHUS
B IlIee, TIOBOPOTHI TOJIOBBI, MSITKOTKAHHEIE 00pa30-
BaHMS B 00JIAaCTU 3aThUIKA, XXMBOTa, KOHSYHOCTEI,
M3-32 OIIyXOJICBUIHOTO 00Opa30oBaHMS B 00JACTH
IIeV MPaKTUISCKHA He MOXKET IIOBEPHYTh T'OJIOBY, TO-
JIOBa MEET BBIHYKJICHHOE ITOJIOXKEHHE, TUIIEPTEI0-
PU3M COCKOB, OCTEOXOHIPO3, aKPOLIMAHO3 JIAAOHEHH,
MPaMOPHOCTh KOXU KUCTE, CTOIL.

KiuHMKO-reneasorndecKuii aHaJm3 BbISIBUIT OTSI-
TOIIICHHOCTh POAOCIIOBHOM IIO CepAeYHO-COCYIUC-
TOI (IrUIlepTOHMWYECKass 00JIe3Hb, BEreTO-COCYINC-
Tasi AVUCTOHMSI), HEBPOJOIMIECKOM (OTeK TOJIOBHOTO
MO3ra, YMCTBEHHAsl HEHOCTaTOYHOCTb, Hedanru-
YeCKUIA CUHAPOM) M MYJIBTH(MaKTOpHATLHON MaTo-
Joruun KKT, pennpoayKTUBHBIM MOTEPSIM.

Pe3yasrarsl nposenennbix B XCMI'L uccienoBanuii
buoxuMuyeckuii aHaJIM3 KPOBU — IOBBIIIECH
YPOBEHb IIeJIoUHOM docdarassl — 282 En/n (HOp-



KniHiyHa reHeTuKa i nepuMHaTanbHa giarHocTtuka, sun. 1, 2013

ma go 270), nmakratoerumporeHassl — 299,39 En/n
(HopMma mo 248), raMmmariyraMuHTpaHCchepasbl —
93,99 En/n (Hopma 10-71), cHIKEH YPOBEHb ITTIOKO-
36l — 4,16 MMonb/1 (HopMa 4,22-6,11), ocTalbHbBIE
roxasarteJi B Ipeaesiax pepepeHTHBIX 3HAaUCHMIA.

TCX aMMHOKMCIOT KpoBU — ((eHWIaJaHUH,
TUpPO3uH, Tpunrodpan) — 9-10 mMr%, ymepeHHOE
MOBHIIIICHNE YPOBHS BajldHA, ajaHWHA, IVIMIIMHA,
acrnaparuHoBoit KucioThl. TCX yIiaeBogoB KpoBU —
Hopmorpamma. JlakraTt kpoBu — (0,82 MMOJIB/II.

Tomoumcrenn kposu — 13,83 MKMOIb/II (HOp-
ma 3,7-11).

Kapuorumn — 46, XY, G-, C-okpacka, 2% xpo-
MOCOMHO1 HeCTaOMIIBHOCTH.

HccnegoBanbl  monuMopgHBIE — BapHaHTHI
TEHOB CHUCTeMbl (pojlaTHoro unukiaa. OOHapyKeH
rerepo3uroTHeiii kommaynan MTHFR C677T / MTR
A2756G.

VY3W BHYTpEHHUX OpraHoB OpPIOLIHON MOJOC-
™ — npusHaku JIKBII, maHkpeaTomaTum, yme-
PEHHBIM OBYCTOPOHHUI THAPOKAINKO3 (JaIleuKu
7,5 MM), MeTa0OIMYECK1E UBMEHEHUS (BKIIOUEHUS
10 2,5 MM).

IlammeHT  KOHCYIBTHMPOBAaH  JUPEKTOPOM
XCMTIT a. mex. H., noueHToM Ipeuanunoii 1O. b.,

3aMeCTUTEIEM TUPEKTOpa M0 MEAUIIMHCKOM YacTH,
K.Mel.H., noueHToM MosaonaHn JI.B.

Ha ocHoBaHuu Xxanod, aHaMHe3a, 0OCOOEHHOC-
Teii (peHoTHUIa, MaHHBIX KIMHUKO-TEHEaJoThdec-
KOro aHaju3a, COMaTUYECKOro, HEBPOJIOTMYECKOTO
CTaTyCOB, PE3YJIBTATOB IOITOJHUTCIBLHBIX METOIOB
HCCIIeIOBaHUS YCTAaHOBJIEH AuMarHos: bonesns Ma-
npenyHra. Iunepromoiucrennemusi. depuuur dep-
MEHTOB (POJIATHOTO LIMKJIA.

Pa3zpaborana mHIMBHIyalIbHAs TaKTHUKa Bele-
HUsI, HalIpaBJIeHHAs Ha MpeaynpexXaeHnue OIyXoe-
BOTO pOCTa M KOPPEKIIUIO BBISIBIICHHBIX METa0OJ M-
YeCKUX N3MEHCHUIA.

BoiBoapl

TakuM o6pa3om, B HallleM HaOJIOASHUN UMEJIO
MECTO COYE€TaHHE PAPUTETHOM OHKOT€HETHUYECKOM
naToJ0ruu - 007e3HM MajnesyHra ¢ TuneproMoLu-
crerHeMuen u nepuuuTomM pepmMeHTOB (POIATHOTO
HYKJa. BeisiBIeHHBIE MeTabOJIMYECKME HAPYILIEHUS
MO3BOJIMJIM pa3padoTaTh UHANBUAYAIbHYIO TAKTUKY
BeJeHUs 00JIbHOrO, HalpaBleHHYI0 Ha Mpoduiak-
THKY OITyXOJIEBOTO pOCTa M KOPPEKUMIO BbISIBICH-
HBIX METAa0OJINYECKUX HAPYILLIEHUA.




