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KJIUMHUYECKHWH CIIYUA
COUYETAHUSI HEUPO®UBPOMATO3A II TUIIA,
NE®UIUTA METUJEHTETPATUIPO®OJATPELYKTA3BI,
METHOHUHCHUHTA3APEJIYKTA3BI,
METUOHHUHCHUHTA3BI C THHEPTOMOIIMCTEMHEMUEN
U COEJJUHUTEJBHOTKAHHOM JUCIIJIASUEN

Berynienue.  Heifipodgubpomaroz 2 tuma
SIBIISIETCS. ayTOCOMHO-IOMUHAHTHBIM 3a00JIeBaHUEM,
KOTOpO€ XapaKkTepusyercs o0pazoBaHUEM
MHOKECTBCHHBIX ~ JOOPOKAUECTBEHHBIX  OIMyXOJeH
— I[IBAaHHOM M MEHUHTHOM, JIOKaJIU3YIOLUIUXCS
B IIGHTP&JIbHOM HEPBHOM cCHCTEME H MO XOmy
nepudepudeckux HepBoB. MytaHTHBIN TeH — NF2.
[lo crmoBaM aBTOpPOB, ¢ MyTauusIMH B 3TOM TCHE
CBSI3aHO KaKk 00pa3oBaHUE CIIOPAAMYCCKUX LIBAHHOM
W MEHUHTHOM II0 BCEMYy Tely, TaKk W pa3BUTHE
OINyXOJIeH, Ha TEpPBBIM B3MISA HE CBSI3AHHBIX C
HEHpohuOpPOMaTO30M, HANPUMED, 3TOKAUESCTBEHHBIX
ME30TENOM.

Leabto Hamero ucCieAOBaHUs — SIBISIETCS
H3y4YCHHE BO3MOXHOH KOMOPOMJHOCTH MOHOTEHHOTO
3a00J1eBaHMs, OTATOUICHHOTO HAaJHMYUEeM MYTalUid B
reHax MpeapactoNoKeHHoCTH (aeduuut QonaTHo-
METHOHMHOBOTO LIMKJA), COCIUHHUTEIbHO-TKAHHON
JUCIUIa3UMd KaK (DOHOBOTO COCTOSIHUSI U HaJHMYHEM
BTOPUYHBIX MeTa0OoIMYECKUX HapyleHn’
(runeproMmouucTenHEMHUEH ).

MarepuaJibl 1 METOABI: TPOBEICHBI KITMHUKO-

TeHEaJIOTUYSCKUI METOI, CI/IH,I[pOMOJ'IOI‘I/I‘{CCKI/Iﬁ
aHaJins, na6opaT0pHme n HUHCTPYMCHTAJILHBIC
HUCCICa0BaHMA.

[lpuBogum Hame HaOmroneHue. CeMbs C
pe6énxom b., 07.06.2010 roxa poskaeHust, 00paTHIIHCh
B XCMI] ¢ xanobamu Ha HaJIMYUE MUTMEHTHBIX
IATEH I[BeTa «KOPEe C MOJOKOM» IO BCEMY TEIiy,
YBEIIMYUBAIOIIUECS C POCTOM peOEHKa, 3K30(TaAbM,
CHUKCHHE aIlleTUTA.

AnamHue3 3aboaeBanusi: C 5,5 wMecsuen

MOSIBUWJIMCh ~ NHMTMEHTHbIE  MATHA 10 Tely
(omHOMOMEHTHO, B KonndecTBe 5 mTyK). OcMoTpeHa
nepmaronorom  (01.02.2011  rom), ycraHOBJIEH

JMarHo3: Heripouodpomaros.
B Hos0pe 2010 roma ocMoTpeHa HEBPOJIOTOM,

ycraHoBieH  jauarHo3:  Cuuapom  auddysHoi
MBILIEYHOM TUTIOTOHUH. Hetipopubpomaros
Pexnunrxaysena? Ilomyuana snpkap.

10.12.2010 rom — ocMmoTp HeBpoJjora:

Ha pagyxke meBoro 1asa «CBETJIOE» ISATHO
(hakomaTo3HOro TpoHCXOKAcHUA? 3akioueHue: B
HaCTOAICC BPEMs OHaroBbIX M3MEHEHUI CO CTOPOHBI
HEPBHOU CHCTEMBbI BelieacTBUe (pakomaTo3a (00e3Hb
PexnmHraysena) He OTMEUEHO.

[IpoBenena OXO-KI'
3axmouenne: AXJDK.

C derpans 2014 roga nosBUICS K30 TAIBM.
KoncynerupoBana odranabmonorom: 3acToil JucKa
3PUTCIILHOI'O HEPBA, ABJICHUA MAKYyJIOIIaTUU.

09.04.2014 ron KOHCYABTHPOBAH HEBPOJIOIOM:
Heiipodubpomarosz Pexnunrxaysena.

IIpousseneno  MPT  rosoBHOTO
(17.04.2014 rom): HoBooOpa3oBanue
3pUTENBHOTO  HEpBa,  0YaroBoe  IMOPaKEHHE
npaBoii  moAOyropHod obmacTh W mepegHen
craiku MOTYT ABJIATBCA TMPOABICHUSIMU OAHOI'O
nporecca — HelpopuOpomarosa. l3meHeHus B
NEPUBCHTPUKYJSIPHBIX  OTZEeNax Oeoro BeliecTBa
oboux momymapuii 0OyCJIOBIEHBl HapylICHHEM
muenunuzanuu. llelinas mumdaneHonarus.

Koncynsruposana Hetipoxupyprom (17.04.2014
rof): B HacTosmiee BpeMs B OriepaTuBHOM JICUCHUU HE

(18.11.2010  rox),

Mo3ra
IIpaBoro

HYKJaeTcs.
AHaMHe3 KH3HH: OT | OepeMeHHOCTH,
npoTekaBlIed Ha (QOHE yrpo3bl  IPephIBaHUS

(TumepTroHyc MaTKH), TOKCHKO3a B IIEPBOI MOJIOBUHE
OepeMeHHOCTH (TofTyyana BHUOYpPKOJ, YTPOXKECTaH,
JIekcaMeTason, MarHe B6), Bo 2 mojoBHHE
0EepEeMEHHOCTH — PUHHUT, | (PU3UOIOTUYECKUX POJOB,
B cpoke recrammu 39-40 Hemens. Pomunace Becom
3450 1, poctom 50 cM, OKPYKHOCTH TOJIOBKU 34 cM,
OKPY>KHOCTh TPyJHON KJIeTKH 34 cM, 7-8 OaJlIoB 110
mikajie Anrap ¢ keasoreMaroMoi JIeBOW TEMEHHOM
KOCTH.

B (enornne oOpamaer BHMMaHHe: BeC
13 kr, poct 92 cM, OJEIHOCTh KOXKHBIX MOKPOBOB,
NUTMEHTHBIE TISITHA «Kobe ¢ MOJOKOM», TOHKHE,
CBETJIBIC BOJIOCHI, JIETKAas MBIIICYHAS TUIIOTOHHMS,
9K30()TaIbM MPaBOrO TJa3a, TUIEPMOOMIBHOCTD
cycraBo, AXJIK.
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KanHuko-reHeajoruyeckui aHaJIu3:
POIOCTIOBHAS OTATOIIEHA TI0 MYIBTH(AKTOPHATHLHON
[IaTOJIOTUU.

PE3VJIBTATBHI TPOBEJAEHHBIX
HNCCIIEAOBAHHUU B XCMI'L:

- Kapuotunmposanmue: 46, XX, G-,
C-okpammmBanue, 2% XpoMOCOMHONW HECTAOUITLHOCTH.

- MonekynsipHO-reHETHUECKU I aHaJIM3:
UccnenoBansl  monmuMopdHBIE BapHaHTHl TE€HOB
cucTteMsl pepMeHTOB (pomaTHOTO ITHKIIa. OOHAPYKEHO:
red MTHFR C677T B roMO3UIOTHOM COCTOSIHUH, T€H
MTRR A66G B roMmo3uroTHoMm coctosiaun, red MTR
A2756G B TOMO3UTOTHOM COCTOSTHHH.

- MTomommcrenH kpoBw: 6,33  MKMOJIB/IT
(Hopma 1o 5).

- buoxummudeckuii aHamu3 KpoBW : 1 oOmuit
owmpyomn — 23,95 wmrmonws/n  (mopma 0-20,5
MKMOJIB/J), BCE OCTabHBIC MOKA3aTEIM B MpeAeiiax
pedepeHTHBIX 3HAYCHHMN.

- Ypunonmusuc: mpoba HA  TPONMH  —
TTOJIOKUTETTbHAS (HOpMa — OTpHUIIATENIbHAS), BCE
OCTaJIbHBIE TIOKAa3aTeNd B TIpezenax pedepeHTHBIX
3HAYECHUH.

- HccrenoBanme  OpraHMYEcKHX  KHCJIOT
MOYM METOIOM Ta3oBod xpomatorpadum(2014
rom):  BuIABIeHBI — W3MEHEHUS  METa0OJUTOB:
coemmaUTENEHONM  Tkanw; AK  tpumrodana;

HegocTtarouHocTH BuTaMuHa C, kosH3uMa Q10.

- HetipoButamunsr: | Butamua B2 — 99,32
HMOITE/1T (HOopMa 100 — 150 amons/n), Butamun B12 —
0,230 amons/n (HOpMa 0,2-0,4 EMOITE/1T), BUTaMuH B1
— 48,14 amons/n (HopMa 40-80 HMOIB/T), BUTAMUH
B9 — 60,97 mmomns/n (HOpMa 52,55-119,59 MMonb/1),
| Burtamma B3 - 3,88 mmoms/n (mopma 4,7-8,34
MMOJB/T), BUTaMuH B6 — 14,96 mmonw/1 (HOopMma
14,6-72,8 aMOIB/7).

- Koncynbranmsi ~ HeBpomarosiora:  Mmeer
MECTO MENaHO3 pamyXKH, OK30(TaabM CIpaBa.
JIérkas rumoToHus MeIm. Pedekcsl 6e3 pasHHIbI
cropoH. llomokuTenpbHBIH cUMITOM baOWHCKOTO C
obenx cropoH. 3akmroducHme: JIErkas mwmpamMumgHas
HEI0CTAaTOYHOCTb.

- Y31 BHYTpEHHHUX OpPTraHOB: YMepeHHas
reraTroMeramsi.
V3U mnouexk: Merabonuyeckue H3MEHEHUS

(BxmroueHHS 1,6 MM). YMEpPEHHBIH THAPOKAIHKO3
(gamredxu 6 MM). HaamodedHuKY He YBEITMUCHBI.
- ¥3U muroBuaHON *Kene3nl: DXO-IPHU3HAKOB
TIATOJIOTUH HE BBISBIICHO.
-OKT: Putrm  cuHycCOBBIH, CUHIPOM
MPEXKAEBPEMEHHON PEITOJISPU3AIHH KETYTOIKOB.
-0O0I': Ymepennbie auddy3Hbie H3MEHEHUS
C TpHU3HAKaMH  TIOBBIIIEHHOW  BO30YIMMOCTH
CPEIMHHBIX CTPYKTYP.

-POI™ KposeHanonxeHue COCYZIOB
JIOCTaTOYHOE. ApTepHabHbII TOHYC HEyCTONYHUB.

-2X0-2C: M-3XO 0e3 cMerieHusl.

Yeranoien — amarsHo3:  biactomarosHast
dbopma daxomaroza. Helipodpubpomaros II Tuma.
CoenuHuTeNnbHOTKAHHAS  Juciiaszus, Henudde-
pennmpoBanHas (opma. [ HreproMorrcTenHeMHUs.
Hedumur METHJIEHTeTparuapooIaTpeyKTas3bl,
METHOHWH CHHTa3apeayKTa3bl, METHOHUHCHHTA3HI.

PEKOMEHIOBAHO:

1 kypc Jeyenus:

- Kodakropuas ¢onarnas muerorepamnus Ha 1
MecsI (OrpaHUYHTh TOBSJINHY, OYJIbOHBI, TPEYHEBYIO
KpYTIy, TBEPIIBINA CBIP, SMYHBINA OEJIOK, TBOPOT).

- CroMak-CymmopT 110 /2 Karcynsl 1 pa3 BieHb,
Kype 1 mecsi.

- Kosnzum Q10 1o 2 xancynsr 1 pa3 B aenp 1
MeCHII.

[Ipemaparsl BBOIUTH MOCTENIEHHO, MO OJHOMY
B JICHb.

2 Kypc JeveHus:

- Butamun C o 50 mr 1 pa3 B nens 1 mecs.

- Metunkobanamud mo Y xamcynasl 1 pa3 B
JeHb 1 mecsw.

- ®ocdormB 1m0 2 Karncyasl 1 pa3 B neHb 1
MecsIL.

[Ipenaparsl BBOAUTH HOCTENEHHO, 110 OJHOMY
B JICHb.

- HaOmronenue HeBpomarosiora, Kapauosora,

odTaapMoJIoTa.
- Kontpons MPT romosroro mosra, SKI.
- He Tmoka3zaHbl WHCOJISIUKM, MACCHBHAsS

TOPMOHOTEPAIHsI, OMOCTUMYIISAINH, (YHU3UOTEPAITHSI.

- UccnenoBanne OwnnpyOMHAa B KpPOBH TIO
(hpakamsim.

- Jlmramuyeckoe HaOmonerne B XCMI'LI.

BriBOALI:

[loxazanHO€ HAOMIOEHNE CBUACTEIHCTBYET
O TOM, YTO B TEHE3€ pPAa3BUTH IaTOJIOTHYECKOTO
COCTOSIHMS ~ TAlMeHTa ©  COOTBETCTBYIOIIEH
CUMITOMATHKMA WMEIOT 3HAYeHWs MyTalud B
TeHax TPeApacIoNOKEHHOCTH — TeHax (oaTHO-
METHOHHHOBOTO IIMKJIa, KaTalu3aTOpoOM MOXKET
CIyXUTh JI00OW Bxomsammii  dakrop (cTpecc,
TpaBMbI, WH(MEKIIUH, OIEpariy, BaKIMHAINH), a
MyTeM KOPPEKIMA MOXET OBITh HOPMalH3aIus
COITyTCTBYIOIIMX META0ONHYECKUX HapyIIeHUH —
MMyTeM paIoOHAIBHON KOPPEKINU JAHETOTeparTnu
COTJIaCHO TIOKa3areisiM, a TakKe BBIBEICHUS
TOKCHUYECKHUX IMPOTYKTOB 0OMEHA ITyTeM KO(haKTOPHOI
Teparmu.

Hanitinuio go pemakii 19.10.2018p.
[Tinrmucano mo apyky 03.12.2018p.
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