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[AHOManMFI ApHonbaa-Knapu (AAK) ]

O Cungpom ApHonbaa-Knapu (manbsdopmauusa Knapun) (lumndop no
MKB-10 — Q07.0) — BpoXgeHHas aHOManusd, rnpossndaroLLadcd
onyLeHMeM MpoaosiroBaToro Mo3ra M Mo3eyka B Oornbluoe
3aTblSI0MHOE OTBEPCTME C HApPYLUIEHNEM JNTUKBOPOANHAMMUKM.

O lNpoouunpyrowmmn doaktopamm AAK moryT ObITh:
: NHpeKumu;
"  WHTOKCUKauuS;
=  TpaBMbl;
=  CUJIbHaAga AMoUMOHarbHasa Harpyska.

 Ota aHomanusa BcTpedvaetcsa y 33-82 4enosek Ha 100 000
HaceneHnsa. XeHwunHbl 6onetoT npubnuantensHo B 1,3 pasa
yaule Myx4inmH. B OonblwnHCTBE cny4vaeB 3aboneBaHue
nNpoTekaeTr O6eCCUMMTOMHO W BbISBMAAETCA CNy4YanHO Mpw
npoeegeHnn KT wunn MPT ronoBHoro mo3ra no Apyrum
nokasaHuAM. o

MoctaHoBneHus n npukasbl MuHncTepcTea 3apaBooxpaHeHus Pecnybnvkv benapycb 06 yTBepXaeHUn KnmHu4eckmx npotokonos 2020-2021.
ABpameHko, T. B. Manbdopmauus ApHonbaa-Kuapu. MpeHatanbHble u knuHnyeckve HabmogeHws / T. B. ABpameHko, A. A. Lesyerko, U. 1O. NopawneHko // MNeanatpusa [SnekTpoHHoe nagaHue]. — 2014. — C. 87-88. Raynor, R. B. The Arnold-Chiari malformation / R.
B. Raynor // Spine (Phila Pa 1976). — 1986. , Vol. 4. — P. 343-344.



'MlaToreHes

4 CornacHo wmornekynsapHo-eceHemuyeckou meopuu, 3aboneBaHwe pas3BuBaeTcAa Wu3-3a [edeKToB
BHYTPUYTPOBHOIro pasBuUTUS, BbI3BaHHbIX rEHETUYECKUMN aHOMASTUSMU, U NPOABNAETCH HapyLLUEeHUSIMN
npwv geneHnn 3agHero Mosra Ha MOCT U MO3Xe4oK. Takke NpUYNHON MOXeT ObITb COHTaHHast MyTauus
nmbo aeneums (noTeps yyacTka XPOMOCOMb!).

Q TG0,0UFI «CKy4eHHocmu» obbAcHAET nosiBneHne 60ne3Hn HegoCTaTOUHbIM pa3BUTNEM KOCTEWN yeperna, B
pesyrbrate 4ero 3agHqa4q 4YeperiHad AMKa He yBeJIM4nMBaeTCAa OO HY>KHOIro pa3Mepa. B pesyribrate TKaHu
MO3ra YWEMIAIOTCA 7 BblAaBJINBAOTCAH B NO3BOHOYHbIN KaHarl.

O Mo meopuu audpoduHamuyeckol Myrnbcayuu CYUTaAETCs, 4YTO 6Oone3Hb pasBMBaETCA U3-3a
nporpeccupylowen rmgpouedanmm — n30bITOYHOIO CKOMSIEHUST NIMKBOPA (CMMHHOMO3rOBOW XXUAOKOCTW)
B NOnoCTn yepena, AaBsiLero Ha MO3XKEYOK n CTBOJ Mo3ra nnoaa.

O Teopus onueo-criuHHOMO32080U XUOKOCMU OOBACHAET pasButue 605re3Hn OedEeKTOM 3aKpbITUS
HEepBHOW TPYyOKM Ha paHHeM aTane pas3sutua nnoga. Manbin 06bEM CMMHHOMO3rOBOW XXWOKOCTU, €€
HexBaTKa, He [Oa€T «pacrnpaBUTbCA» XenyaodKkoBOW cucTeme 3aMOpuoHa, npmMBOOs K CMeLLeHUIo
CTPYKTYpP 3agHEN YepenHom sSIMKM B KayaarnbHOM HanpasfeHuu, T. €. Grnmxe K HUXKHEN YacTu TynoBuua.

Q [lpu manbghopmayuu n3-3a ywemneHmsi B 60nbLLIOM 3aTbITIOYHOM OTBEPCTMM MUHAAMNWH N YePBS
MO3Xe4yKa, 3aTPYOHSETCHA OTTOK CMIMHHOMO3rOBOM XUAKOCTU MO LIEHTPanbHOMY KaHany, YTo NPUBOANT K
€€ M30bITOYHOMY CKOMMEHWUIO N PACLLUMPEHNIO XKEMNya04YKOBOW CUCTEMbI FONTOBHOIO MO3ra — pa3BUTUIO
rmgpouedanuu, NnNu BoasiHKK roffloBHOrO Moa3ra.

Milano J. B., Barcelos E. S., Onishi F. J. et al. The effect of filum terminale sectioning for Chiari 1 malformation treatment: systematic review // Neurol Sci. — 2020. — Ne 2. — P. 249-256



KnuHuka ]

L ApTepuanbHasa runepteHsns, guacrtonunyeckoe gasneHne 120 Mm.prT.cT.,
0 HapyweHuns cyxoxunbHbIX pednekcoB ObICTPblE PUTMUYHBLIE COKPALLEHUST MbILLILL;

O HenoBkocTb 1 HEYKITHOXECTb OBWMXEHUW, noluaTblBaHNe npu xoabbe nnu B NonoXXeHum cTos,
HapyweHne KoopanHauunu,

O Bonb B WWENHO-3aTbINOYHOW 0bnacTu, BO3HMUKaOLWAasa Npu cMexe, YNXaHUU 1 Kallune;
O CHwmxeHne 4yBCTBUTENBHOCTU, CNaboCcTb B pyKax U Horax;

O HapyweHune rnotaHma n 4acToTbl ObIXaHWS;

O TowHoTa, pBOTA;

O HekoHTponupyemble ABWMXEHUS a3, HACTarwm;

0 3amenneHHasi peyb ¢ YETKUM pasgeneHnem CrioB Ha Croru.

OuarHocTuka: KT nnu MPT.

MPT: onyLieHne CTPYKTYp 3a4HEN YepeNHOM SIMKU HUXe B60MbLLIOro 3aThiNTIOMHOro OTBEPCTUSA NOATBEpXKAaeT AMarHos.

MBaHoB B.A., EdbpemoBa H.A., Kupees A.T1. Meguko-6rnonornyeckne npobnembl XpOMOCOMHOW M reHeTUYeCKon naTonorumn [AnekTpoHHbI pecypc] / B.A. NBaHos, H.A. Edpemos // Kypck: N3g-Bo Kypck. roc. yH- Ta, 2014. — 1 anekTpoH. onT. anck (CD-ROM), Ne roc.
peructpaummn 0321400808.;
CaduH W. M., XauatpaH B. A., FexTmaH A. b. 1 gp. AHomanusa ApHonbga — Kuapu. — Yoa: Pre0Y BO BIMY MuHsapasa Poccum, 2020. — 76 ¢



[MeTaﬁonuqecxuv’l cuHgpom (MC)

d aT0 COBOKYMHOCTb OOMEHHBbIX,
OPMOHarbHbIX U KITMHUYECKNX HapPYyLLUEHUN
B OpraHu3me 4erioBeka, OCHOBY KOTOPbIX
COCTaBISAET OXKUPEHME.

J OxupeHue — XpOHMYeckKoe,
peunausumpyoLlee 3aboneBaHue,
XapaKktepuayrLleecs N30bITOYHbIM

OTNOXEHNEM XXNPOBOW TKaHU B OpraHn3me

Bbicokoe .
KpOBSiHOE
[laBnexune

WHcynuHo-
PE3UCTEHTHOCTb

Huskui ypoBeHb
XonectepuHa
nnsn

Bblicokui ypoBeHb
TpUrNMLEepuaoB

Knunnyeckne npotokonel M3 PK - 2019 (KasaxcTaH)

OTUONOrnda n natToreHes

Yrunusaums TWHcynmHo-
[TI0KO3b! . PE3UCTEHTHOCTL

p‘meTOK | = lcexpe“m

* NogKenyRouHoi RHEYILS

Xenesbl




Kpntepun metabonmnyeckoro cmHgpoma

OCcHOBHOU npu3Hak:

O LleHTpanbHbIin (abOoMWHANbHLIW) TUM OXXUPEHUA — OKPYXXHOCTb Tanuu (OT) 6onee 80 cm
Y XXEHLUWH 1 bonee 94 CM y MY>XYMH.

HononHumernbHbie Kpumepuu:
O ApTtepuanbHasa runeptoHus (AL = 140/90 mm pT. CT.)
[ OXC - = 5,2 mmonb/n;
O XC JIMNHIM- = 3,36 mmonb/n.
L XC JIMNBIM- £ 1,17 mmonb/n;

 YpoBeHb rMtoko3bl nnasmbl HaTowak coctaBndeT- < 7,0 mmonb/n;

O lNoBblWweHWe ypoBHA Tpurnuuepngos (= 1,7 MMosnb/n);

DoctoBepHbiM MC cuutaerca npu Hanuumu 3 Kputepues: 1 OCHOBHOIO U 2 AONONHUTENbHbLIX!

BokoBa T. A. MeTabonuyeckuin cuHapom y ageten : y4eb. nocobue / [bokoBa T. A.] ; M-Bo 3apaBooxpaHeHusi MockoBckon 0611., F’lbY3 MO MOHUKA um. M. ®. Bnagumnpckoro, ®ak. ycoBepLueHCTBOBaHuWS Bpader, Kad. neguatpum. - M. : ®opTte npuHT, 2013. — ¢ 6.



[I'IpM3HaKV| MC

M eHeTn4Yeckasa NpeapacnonoXXeHHOCTb K OXXUPEHUIO, cCaxapHOMY AnabeTty 2-ro
Tuna, apTepuanbHON rMNepTeH3nn, UeMMNYeckon Bones3Hn cepaua,
MHAPKTY MUOKapaa, MHCYNbTY, 3aboneBaHnamM renatoounnapHom
cncTembl 0OMEHHO-BOCNANUTENbHOIO XapakTepa.

d Y3U neyveHun: Hannumne >xnmpoBbIX OTIOXKEHWUI, YTO ABASETCA NPU3HAKOM
cTeaTo3a NeYeHu;

 Y3WU cTeHok apTepuin: Hanmuumn atepockrieposa;

 OKI': HapyweHnn cepge4vyHoro putma.

MeTtabonunyeckuii cuHapom. YyebHoe nocobue / t0.MN. YcneHckuin, KO.B. MeTpeHko, 3.X. MynyHos, H.J1. Lanoposa, 0.A. ®omuHbIx, P.M. Huasos — CM6., 2017.— 60 ¢



[I_Ie.m) padoThI:

AHann3a KnnHM4YeCcKoro cnyyasi BTOpMYHOM apTepuansHON TMnepTeH3nmn y
pebeHka 12 net ¢ aHomanuen ApHornbaa-Kuapn Ha doHe 3HOOKPUHHBIX
N3MEHEHUMN.




[KnMHMLleCKMD’l npumMmep

Pooutenu pebeHka 12 net, obpatunmcht Ha
KOHCYNbTATUBHLIA MPUEM C Xanobamn Ha
rOfIOBHYK0O 0Onb, TrOfIOBOKPYXXeHMe, Oonb B
obrnactn cepaua  KonwLwiero  xapakrtepa,
NOBbILLEHME apTepuanbHOro AaerfieHMs Ao
150/100 MM.pT.CT., U3ObITOYHYIO MaccCy Tena.




[KnMHMLleCKMD’l npumMmep (2

O AHaMHe3 3aboneBaHuA:. XanobObl BnepBble MNOSBUNNCL B
Bo3pacTte 5 net. PebeHky nposenu psag obcrieqoBaHui.

d Nlunuporpamma:
*  Tpurnuuepuabl 2,35 mmons/n (Hopma 0,34- 1,41),
e XxornectepuH 6,05 mmone/n (Hopma 2,95-5,2),
« xonectepwuH JIMNBI1 1,43 mmon/n (cpegHsasa cTeneHb pucka),
« xonectepuH JIMHI 4,15 mmornb/n ( cpegHasa cTeneHb pucka),
O UHpeKc  aTeporeHHOCTM: 3,30 - yrposa pa3BUTUSA
aTepoCKIiepo3a;

d Ha3Ha4yeHo ne4yeHwue: — T L
- [meTta no Bo3pacrty,
* Kapseawusnon, !l
*  MOKCOHWUOWH,
*  MNEHTOKCUMPUNIUH,
* NMMoeBas KUCroTa.

Ha ¢poHe nposodumoli mepanuu, 4Yepe3 0ea Mecsiya, NMokazamesnu unudo2paMMbl HOPMasiu308asiucCh,
apmepuasibHoe 0asJsieHue 8 rnpedesiax 803pPacmMHOU HOPMbI.



[KnMHMLleCKMﬁ npumep (3)

AHAMHE3 XW3HMU. pebeHoKk oT |
bepeMeHHOCTN, TMpPOTEKaBLUEM C Yrpo3ou
npepbiBaHma B 16, 23, 30-31 Hea.,
MHOIOBOAUEM, aHeMUEN bepeMEHHBIX,
recTaunoHHbIM caxapHbiM gmnabetom. Poabl |
cpoyHble. Pogunca ¢ maccoun tena 2450,0 .
PaHHu/n  aHamHe3  runoTtpopma | CT,
HeoHaTanbHass aHEMUS.

PebeHOK C nepBOoro Mecsua XWU3HU Ha
NCKYCCTBEHHOM BCKapmsrmBaHun. B paumoHe
NpucyTCTBOBaNa MaHHas Kalla Ha KOPOBbEM
Mmonoke. [lpuBut. PacteTr n pasBmBaeTcsd no
Bo3pacTty. Co crioB poauTternen 4Yacto bonen
OPBW, 4-5 pa3 B roa, nepeHeceHHble
OETCKNE NHADEKLIMN OTPULIAIOT.



[D,MHaMMKa pacnpeaerieHna Macchbl Tena v pocTa

Y Mmane4mka ctabunbHoO ¢ 5 neT pusnyeckoe pasButme Pe3ko AUCrapMoHUYHOE 3a CYET N3DbITOYHOM
Macchbl Tena.

HacnencrteseHHasa npeapacrnosioXEHHOCTb K caxapHoMy amabety |l TMna no XXeHCKOW JIMHUM COo
CTOPOHbI MaTepu. ¥ matepu Mmaneymka ¢ paHHero getcrtea n3dbitoyHas macca tena. Oten ymep B 40
neT OT UHCYIbTa, y 6abyLKkM No NMMHUKM oTua apTepuanbHas runepteHsusa o 200/110 mm.pT.CT.

Annepronornyeckmin aHamMHe3: He OTArOLLEH.

Bospacr LleHTuNbHbIN Poct LleHTUAbHbIA nmT
MHTEpBan MHTEpBan

5 ner 24 Kr >97 110 cm 25-75 19,8

6 ner 29 Kr >97 117 cm 25-75 21,2

7 net 31 Kr >97 123 cm 25-75 20,5

8 ner 32 Kr 90-97 129 cm 25-75 19,2

9 ner 41 Kr >97 137 cm 75-90 21,8
49 Kr >97 140 cm 75-90 25

67 Kkr >97 164 cm >97 24,9




KnuHnyeckumn npumep @

0 O6bekTmBHO: Bec- 68 kr (>97), pocT-165 cm (>97), okp. ronoBbl-58 cm (75-90), okp.
K- 92cm (>97),MMT- 24,9 (BblCOKUR).

O AL nes.pyka- 115/80 mm.pTt.cT., HCC-75ya/muH. Y 20 B MuH.

O dusmyeckoe pasBuUTUE BbICOKOE, AUCTAPMOHUYHOE 3a CYET BbICOKMX MoKasaTenemn
MacCChl Tella, POCTA, OKPYXHOCTU ’PYAHOWU KITETKWU.

O CoctosaHne pebeHka cpegHen CTENEHU TSXKECTUN MO OCHOBHOMY 3aboreBaHuIo.

0 KoxkHble NOKpOBbI TEMECHOrO LBeTa, 06bIMHOW BNAaXXHOCTN, HA NMLE UMEKTCS
yrpeBble BbICbINaHWs, OTEKU HE ONPEaENSAOTCS.

0 Buammble cnmancTble 060M04K PO30BOM OKpacku, 6es NaTonormyeckunx
BbICbINaHWUM.

L M30bITOYHOCTb XXUPOBOW KNeTyaTku no abgoMmHansHOMY Tuny, HabnwaaeTcs
rMHeKoMacTu4.

O Ha cuMMeTpuYHbIX ydacTKax KOXu, nokannsoBaHHbIX B NOAMbILLIEYHbIX BNaguHax,
Ha LWee 1 NOKTEeBbIX crmbax HabnwaaeTca 40OpoKaYeCTBEHHbLIN YepHELLLAN
aKaHTO3.

U Mepudepunyeckmne numdgaTnyeckme yanbl He NanbnUpyrTCs, He yBeNnYeHbl.
[MNepmMobUNbHOCTb CYCTaBOB.

O [paHunubl cepaua NepKYTOPHO HE M3MEHEHbI. [leaTenbHOCTb cepaua puTMUYHasl,
TOHbI rpoMkMe. CUCTONMNYECKUI LUYM Ha BEpXYLLKE.




[ MTMMNOTUPEQOS } [ METABOJTMYECKUN CUHOPOM }

[ AKPOMEIANUSA aonePEPEHLIMANBHBLIN CAXAPHbI/ OUABET 2 TVII'IA}

OUATHOS

[ CEMEWHASA MMMNEPXONIECTEPUHEMUSA } [ BOJIE3Hb ULEHKO-KYLUUHIA }




[Knm-mqecmﬁ npumep (5)

JlabopamopHoe ob6criedosaHue

d Jivnnpgorpamma:

* Tpurnvuepuasbl (1) 2,1 mmorne/n (Hopma 0-1,7),

« 0bwmn xonectepuH (1) 5,55 mmone/n (Hopma 0-5,2),
 xonectepwvH JIMNBI (1) 1,2 mmons/n (Hopma 0,00-1,03),
 xonectepwvH JIMNHM (1) 4,4 mmone/n (Hopma 0,00-3,3),

UHpekc aTteporeHHocTU: (1) 4,07 mmonb/n (Hopma 0,00-4,00)- yrposa
pasBUTUS aTepockneposa.

Caxap KpoBu HaTowak: 5,9 mm/, 4yepes 60 MUH. nocne Harpyskn 9,7
MM/ yepes 120 muH. lNocrne Harpyskn 5,3 mm/.

UMmmMmyHOepMEeHTHbIM aHanus:

AT K TupougHou nepokcupgase - 3,65 E[l/mn (Hopma 0 — 30),
TTr — 2,12 mekME/mMn (Hopma 0,23 — 3,4),

T4 cB. — 20,3 nmonb/n (Hopma 10,0 — 23,3),

T3 cB. — 6,5 nmonb/n (Hopma 2,5 — 7,5).

MonekynsapHo-reHeTndyeckumn Ttect (AHK): OrtcyrctBue mytaumm B
reHax LDLR, APOB, PCSK9, LDLRAP1, ABCG5, ABCG8, CYP7AL.

 NeHe3 apTtepuanbHOM TruUNepTeH3UU, BepPOATHO, OOycrnoBneH
MeTabonn4yecKUMmn HapyLLeHUSIMM.

O WUccnepoBaH xonectepyvH y matepu U poagHOU cecTpbl B npepgenax
HOPMbI.



KnunHuyeckmnmn npumep (6)

NHcmpymeHmanbHasi duazHocmuka

O MPT ronoBHoro wmo3ra ¢ MP- aHruorpadumen: AcMMMETPUYHOE paclUMpeEHnE
KEenyagoykoBon cuctemsl. [1ponanc mmHganukoB mo3xedyka b30 ¢ natepoancnokauuen 3yba C2
OTHOCUTENbHO cycTaBHOW aceTkn Cl BRNeBO WU YMEHbLUEHMEM carnTranbHOIo pasmepa
NO3BOHOYHOrO KaHama Ha YpoBHe 3yboBuaHoro ortpoctka C2 - npusHakm HecTaburnbHOCTU
remoguHamukn. CHuxeHne nHreHcuBHoctn MP-curHana ot kpoBoToka npason 1A B cermeHTax
V4-V5 Ha poHe ee BblpaXXE€HHOW U3BUTOCTU U Marioro guamMmerpa.

U Y3AOI cocynoB ronoBbl U weun:. BeptebpobasmnnapHas HeQoCTaTOMHOCTbL C AeuumnTom
KPOBOTOKa No npaBou No3BOHOYHOW apTepumn (25%) n ocHoBHoro (5%) aptepusm. TOHYC 3KCTpa-
N MHTPaKpaHuasribHbIX apTepui noBblleH. BEHO3HbIN OTTOK 3aTpyaHEH YMEPEHHO U3 NepeaHux
oTaenoB mo3sra. BeHbl 6e3 natonorun.

O 3KI: Putm cuHycoBbin, HeperynsapHbin, YCC 68-77 yao/MuH. 9. ocb cepaua BepTuKanbHas
no3vumns cepgua BepTukanbHas. CuHOpoM  Hagkenygodkosoro rpebewka. CuHycoBas
Hecneunguyeckas BHYTpuXenygodkoBasi brokaaa.

U Y3U wmtoBmnaHOM Xenesbl: OXOMNPU3HaKu runepnnasmm LWNToBUOHON Xenesbl.

0 Y3U nouvek n mouyeBoro ny3bipsi: [lpaBas n nesasi nodka 6e3 axorpadonvecknx N3aMeHeHun.
HopmanbHaga kapTuHa MOY€eBOro.



KnUuHU4yecKnu npumep (7

KOHcynbmauuu crieyuasiiucmos

O Heeposio2: AHOManusa KpaHuoBepTebpanbHOro nepexoga BapuaHT ApHonbaa-Knapu
pednekTopHON NUpaMUaHON HEOQOCTATOYMHOCTLIO. [Mnonnasusa N N3BUTOCTb NPaBOU MO3BOHOYHO
apTepuu.

C
7

O Heupoxupype. Y pebeHka no pesynsratam MPT ronoBHOro mosra BbigBfieHa aHoManua Knapu |
TMna (nponadbupoBaHne MMHOANMKoB Mo3xeyka B b30 go 6 mm). Ha MoMeHT ocmoTpa y pebeHka
B NS 0e3 naTonornyeckon HEBPONOrMYECKOM CUMMTOMATUKN. B HEMPOXMPYPIrUYECKOM NIEYEHUN HE

Hy>XOaeTcs.
AHoOManuna ApHonbaa-Knapwu
O OHOAokpuHoO02: BbisBNEH HNU3KNN YPOBEHb HATPUS U | — 0ot Lo — po—
ancnunuaemmns 3 Tuna. - 1212028 | 4 1024
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[BbIBO.D,bI | 3Tana paboThbl

B npouecce nsyyeHusa pesynsraTtoB
KITMHNYECKNX, MHCTPYMEHTAamNbHbIX U
nabopaTopHbIX METOAOB UCCeaoBaHUSA
NO3BOMMIIO UCKTHOYNUTD:

J rmnoTnpeos,

J akpowmeranuto,

] 6ones3Hb MueHko-KyLiunHra,

J caxapHbin gnaber,

O ceMelHyo rmnepxonecTepuHemMuIo.



OOocHOBaHue KINMHNYeCKOro gmarHo3a

(d Ha ocHoBaHuM Xxanob pebOeHKa: Ha rorioBHyt 60Mb, ronoBOKPY)XeHMe, bonb B obnactu cepaua Komwwero xapakrepa,
noBbILWEHNE apTepuanbHoro gaeneHuns Ao 150/100 MM.pT.CT., U3BbLITOYHYIO Maccy Tena;

0 AHamHe3a 3aboneBaHuAa. B 12 netHem Bo3pacTte npu obcrnenoBaHUM AaHHbIX NUNUMAOrPaMMbl, MHOEKC aTepOreHHOCTH,
9o (PeKTUBHOCTM NPOBOANMON Tepanun, HopManusauns nokasartenen NMNMOorpamMmmebl.

(J AHaMHe3a XXMU3HW. reCTauuOHHbIN caxapHbii anabet. PaHHUIM aHamMHe3 runotpodus | CT., HeoHaTanbHas aHemud. PebeHok ¢ 1
Mecsua XU3HM Ha UCKYCCTBEHHOM BCKapMSiMBaHuUKU, CO CNOB MaTepu, B NUTaHUM NPUCYTCTBOBAsia MaHHas Kawla Ha KOPOBbeEM
Morioke. Y pebeHka ¢ 5 net ctabunbHO busnyeckoe pasBUTUE PE3KO AMCrapMOHMYHOE 3a CYET MOBbIWEHUS MoKasaTeneun
mMaccbl Tena. CeMenHbIn aHaMHE3 OTAroLWEH No caxapHoMy anabeTy |l Tmna no XXeHCKOW NUHUM CO CTOPOHbLI MaTepu. Y matepu
Marnb4ynka C paHHero gercrBa M3bbiTodHasa macca Ttena. Otey ymep B 40 neT oT WMHCynbra, y 6abywky no nmHMmM oTtua
aptepuanbHas runepteHsus o 200/110 mm.pT.cCT.

0 O6bekTuBHOro ocmotpa: dPmsnyeckoe pasBUTME BbICOKOE, OAUCTAPMOHMYHOE 3a CYET BbICOKMX MoKasaTenem maccbhbl Tena,
poOCTa, OKPYXXHOCTU rpyaHon Knetkn. CoctosiHMe pebeHKka cpefHen CTENeHn TSXKeCcTU No OCHOBHOMY 3aboneBaHuio. KoxHble
NOKPOBbI TEMECHOro LBeTa, 06bIYHOM BNaXHOCTU, HA NULE UMEKOTCS YrpeBble BbICbINaHUSA, OTEKM HEe onpeaenstoTcs. Bugnmele
CnM3uCTble 06O0NOYKM pPO30BOM OKpackn, 6e3 naTonornyeckux BbiCbiNaHUN. W30bITOYHOCTbL XUPOBOW KNeTyaTKkn o
abgoMuHanbHOMY TuUNy, HabnogaeTcs rmHeKoMacTus. Ha CMMMETPUYHBIX ydacTKax KOXW, JTOKann3oBaHHbIX B NOAMbILLIEYHbIX
BNaAMHax, Ha LWee W NOKTEBbIX crmbax Habniogaetca Oo00poKayveCcTBEHHbIM YepHelowun akaHTto3. [lepudepuyeckme
nuMmdaTtnyeckme yanbl HE ManbhUMpyloTCs, He yBenuyeHbl. [MnepmMobunbHOCTb CycTaBoB. [paHuubl cepaua NEPKYTOPHO He
N3MeHeHbl. [1eaTenbHOCTb cepaua pUTMUYHAasA, TOHbl rpOMKME. CUCTONMYECKUIA LYM Ha BEPXYLLKE.



[ [NaHHbIX NAGOPaTOPHOro U MHCTPYMEHTaNbLHOro o6cnegoBaHMA HA MOMEHT NOCTYNNEHUA:

O JNiunuporpamma: tpurnuuepungbl (1) 2,1 mmonb/n; odwmn xonectepuH (1) 5,55 mmone/n; xonectepuH JIMNBIM (1) 1,2 mmone/n;
xoniectepuH JIMNHI (1) 4,4 mmonb/n; NHAEKC aTeporeHHocTU (1) 4,07 mmornb/n - yrpo3a pasBUTUS aTepOoCKIiepo3sa;

U

Caxap kpoBu HaTowak: 5,9 mm/, yepes 60 MnH. nocne Harpy3ku 9,7 mm/ yepes 120 MnH. nocre Harpysku 5,3 mm/;

0 OtcytcTtBMe myTauum B reHax LDLR, APOB, PCSK9, LDLRAP1, ABCG5, ABCG8, CYP7A1,;

[eHe3 apmepuanbHOU aunepmeH3uu, 8eposamHo, obycrioernieH Mmemabonuyeckumu HapyuweHUSMU: L' cE 9
L WUccnepoBaH xonecTtepuH y matepu U poaHoON cecTpbl B npeaeriax HopMbl.

A

® e
U MPT ronoBHoro mo3ra ¢ MP- aHrmorpadmen: ACUMMETPUYHOE pacCLUMPEHNE XKenygovykoBoW cucTtembl. [lponanc
MuHganmkos moaxedka b30 ¢ natepogucnokauunen 3yba C2 oTtHocuTenbHO cyctaBHon daceTkm C1l BMeBO U yMEHbLUEHNEM
carmTrtanbHOro pasmepa MnO3BOHOYHONO KaHana Ha YypoBHe 3yb6oBuAOHOro oTtpoctka C2 - npusHakM HecTabunbHOCTU
remoguHaMmumnkn.CHmxXeHne wuHTeHcuBHocTn MP-curHana oT kpoBoToka npason [1A B cermeHTax V4-V5 Ha QoHe ee
Bblpa)€HHOW U3BUTOCTU N Manoro gnametpa.

U HeBponor: AHOManua kpaHuoBepTebpanbHOro nepexoga BapuaHT ApHonbaa-Kuapu ¢ pednektopHon nupaMmuaHoun
HedOoCTaTOYHOCTbIO. [Mnonnasnsa n U3BUTOCTb NMPaBoM NO3BOHOYHOW apTEPUMN.

0 Heupoxupypr: Y pebeHka no pesynsratam MPT ronoBHoro mosra BbisiBrieHa aHomanus Kuapu | Tna( nponabupoBaHue
MUHOaNnKoB Mo3xedka B b30 go 6 mm).



[KnMHMLleCKMD’l AvarHo3s

J OcHoeHou: (I115) Bmopu4yHas apmepuarbHasa aunepmeH3us.

d Conymcmeyrowuu: Memabonu4eckuu CUHOPOM
(@b0omuHanbHbIu mun oxupeHus, UMT - 25, aunepanukemus
Hamouwlak).(Q07.0)  AHOManus  KpaHuo-eepmebparnbH020
nepexooda ApHonboa-Kuapu ¢ pegnekmopHou nupamMmuoHou
Hedocmamo4yHocmbio. lunonnasus u u3eumocmbs rpasou
MO380HOYHOU apmepuu.




BbiBoAbI

J B daHHou pabome rnpooeMoHCmpupo8aHO 8bICOKOE co4YemaHue
MasribgpopmMmayuu ApHorboa-Kuapu ¢ makuMu aHoMarusmMmu, Kak
apmepuaribHas aurnepmeH3us U memaboriu4eckul CUHOPOM.

d U3yueHue aHamMHecmu4ecKkux OaHHbIX, KITUHUYECKUX MposierieHud,
pe3yribmamael UHCMpyMeHmarsibHbIX U labopamopHbix obcriedosaHud,
110380/155em ycmaHOo8UMb rpaesusibHbIU OUa2H0o3, a makKxe
oripedenume OarnbHeuwyro paspabomkKy duacHocmu4ecKkux
Mepornpusasmuu u rnodbop KoppekmHou meparuu.
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