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4-51 Hepens NofoBoe

co3peBaHue

BHYTPUYTPOOHOr
O pa3BuUTUS




HeoHaTtanbHbIN CKPUHUHT

* AOpeHoreHunTanbHbI CUHOPOM

* [@anakTo3amuns

* BpoXgeHHbIN rmnotepunos

* OeHUnNKeToHypu4d

* MykoBucunaos3

* [nyTapoBas aungypua tnn 1

* TuposmHemuna tnn 1

e JlenunHos
 MeTunmanoHoBasa/nponMoHoBaa aumaypua
« HegoctaTo4yHOCTb OMOTUHMAA3LI

 HepocTaToO4YHOCTbLIO CpeaHELENOYEYHOW
aunnKoA gernaporeHasbl XXUPHbIX KUCMOT



>KanooObl

pebeHKy cTano TSXKeno y4YnTbCcs: YacTas YTOMMASIEMOCTb U BecrnpuymHHas
yCTanocTb

paccessHHOCTb U HEBO3MOXHOCTb COCPEeaAOoTOUYNTLCS
pas3gpaxunTenbHOCTb

noteps UsIn Habop Beca 3a KOPOTKUMN NPOMEXYTOK BpeMeHU (Hepens
Mecsu,)

N3MEHeHNSA anneTuTa B N0y CTOPOHY
ronoBHagda 6ornb

Xaxpga u nonnypus

3y KOXWU

NoBbIWEeHHaA NOTNIMBOCTb

obmopoku, cygoporu

HapyLleHUsa 3peHnd (KaTapakTa)

Kapuec

CHMXXEHHOCTb HAaCTPOEHMUS; YacCTble 3anopbl, KOTOPLIX paHbLLe He ObINo
TOLUHOTA, NITOXOW COH

nosiBNeHue Ha Liee OKpyrnoro oopasoBaHus
yacTble npocTyabl

TPEMOP KOHEYHOCTEN






PUAATKA

Koxa unn



PocT

TMranTmnam m Kap/1IMKOBOCTb

FHEAHTHEIM H RADLIHKOBOCTH

D 1AL,

10

MoBbiweHMe cogep>xaHne ropMoHa pocTa B
opraHusme pebeHka Bbi3bIBaeT ero
YCUNEHHbIW POCT U NPUBOAUT K TMraHTU3MY.






UcTolleHune (KaxeKcus)

CUHOPOM, OPMUPYOLLMNCSA NPU HEAOCTATOYHOM
NOCTYMNMNEHNN B OpraHnU3m nutaTenbHbIX BELWECTB Unm
HapyLweHUn nX yCBOEHMUS

arT3
TOKCUYyecKkad ageHoMa 1 pak LMTOBUOHOW Xenesbl
Tupeonaut

HapyLleHne LeHTpanbHOU perynsaumm runogusapHo-
HaaNOYe4YHMKOBOIo KOMMJeKca
aTepOCKIIEPOTUYECKOrO reHesa y NoXUnblX rogen

bone3Hb CummoHaca
bone3dHb AgancoHa

OMyXOJSI MO3roBOro CI0st HAAMOYE4YHNKOB UIN
naparaHrimesn



OxupeHue

CUHOPOM, OOYCIOBMNEHHLIN HApYyLLEHNEM OBMEHAa
BELLECTB M NPOSABMAWNNCA N30bITOYHbLIM
OTJTO)KEHMEM XUPOBOU TKAHW B NOAKOXXHOM
KnetyaTke 1 BO BceX PU3MONornyeckmnx aeno xupa,
a TakXXe XXpoBOU MHPUNLTPaLUEN BHYTPEHHUX

.0 gﬁel-gacH)EVI-K (rMnodomsapHas dopma OXXUpeHUs)

e aHApPOCTEPOME N KOPTUKOCTEPOME (HagnoyevyHmnkoBas doopma
OXXUpeHuns)

* TMNoTupeose (rmnotTmpeongHaa doopmMma OXUpPEHUS)

e eBHyxomausme u nocrie Kactpauum (rmnoosapuansHas goopma
OXUPEHUSA)

e KNMMakce (Knumakrepudeckaa doopma OXXUpeHus)
e caxapHom gnabete



[lanbnaunsa WMToBUOHOW
Kenesbl

A nanaLnayua mnﬁ'




CTeneHn yBenmyeHns LLUTOBUOHOM

XerJle3bl:

0: 300a HeT.

| a: Npy OCMOTPE HE BMOHA, NanbnMpyTCs NepeLueek n
obe gonw.

| 6: BUOHa Npu rmoTaHnn U NogbLEME rofioBbl BBEPX,
nanbnupyloTcsa nepeLleek u obe gonu.

ll: UBMEHEHbI KOHTYPbI LLEU (CUMNTOM «TONCTOWN LLUENY).
I1l: 306 OONbLUMX pa3MepoB, BUOEH Ha PACCTOSIHUN.
IV: caaBnnBaHue LWEeW, HapyLUEHWE rMOoTaHUA N OblXaHWUS




[[MneprinmkeMun4yecKkumn

CUHOPOM ]
pa3BMBaeTCcHa Npu HeJoCTaTOYHON

NpoayKUMn UnNn AenCcTBUN NHCYNUHA

[UTNEPTJIMKEMW A

CvMmnTomMbi
runeprniukeMumn

Yacroe moveucnyckanme

%Rk A

Cunnman wawaa HeRcHOCTS 3penns _Comnmsocts Towwora



[vno/rmnepcomMmaToTpONHbLIU
CUHAPOM




[vno/rmnepcomMmaToTpONHbLIU




[Mnep/rmnoTnpeougHbI
CUHAPOM

CHNKEeHNe NamAaTn npo6nembi ¢ cyxaan
KULIEYHUKOM XENnTana Koxa



[[MnepnapaTnpeongHbIU

CUH

KnnHMyeckne copMbl runepnapatupeosa

A

KocTHas: Bucueponatuyeckas: CwmelleHHas:
OcTeonopouTtnyeckas [lucnencuyeckas MuonaTtuyeckas
OcTeoguctpodus YKenyaoovHo-KuevHas WNHcennoapHas
[NeToxeTonaHas Hedpotuueckas
Hedpo-nencuyeckas CoueTaHune
[MaHkpeaTuyeckas rnopakeHnsi opraHoB
> . M CUCTEM
I 1 I'IO'repﬂ KOCTHO!A Cbl ﬂcuxuqecxue paccTpoucTBa

YPOBeHb Kanbuusa noBbIillaeTCcA

Bone3Hu noyek BprolwHbLIe CUMNTOMBI



1 Vi1IVliapdadlvipouvignol
CUHNNOM

Tabanua 2. ITHOAOTHA THNONApaTHPEOo3a

Hoszonorns Kannunyeckue ocoberHocTit len Tun nacaeaosanns

Hacaeacrsennsie papuanti
C nuskus yposnes napameopsona (HTT)

)\)’l()ll\l\l)’llllhlli NOJAHTAAHIAVAAPHBIN CHHAPOM l-roTHna X[.X)IlII‘ICCKlIH KOAHO=CAHZHCTLI KAHAWA0Z, HAMOUECHHNKOBAA HCI0CTAa- AIRE AP
TOUMHOCTL, A0NCUHA M AP, AVTOUMMYHHBIC HAPYIICHHA

Cunapom du/Lxopaka, BeaokapanodacumanbHuiii CHHAPOM, ANAasus THMYCA M NapaliMTOBILIHLIX KeIe3, NOPOKN cepaua, nopoku an-  Herequs 22q11, de- B ocHOBHOM criopaamye-
CATCH22 cunapom LCBOTO CKeJIeTA aeuus 10p3 CKHe cayuan, peako All
CemellHpii H30IMPOBAHHLI THITONAPATHPEO3 Her apyrux nposasaeHuii PTH, GCM2, pre- AllL AP

proPTH
Cunznpowm bapakara, nan HRD-ciunapom HeiipoceHcopHasn TYroyXoCTh, AHOMAINH NIOVMEK GATAZ All
Cunapom Kennn—Kadgupy nan Canbsia—Caxarn 3ACPAKA YMCTBEHHOTO PA3BHTHSL, HH3KOPOCIOCTL. MitKpouedanst, spok- TBCE AH

JACHHBIC AHOMATHH OPraHa 3pCHUA

Muroxonapnansian sxucanonaris ( MELAS-cunapoa) Jlakrar-aunaos. HHCYALTONOMOOHLIC COCTOAHNA Jlede KTht MHTOXOH-
apuansroit JIHK

FnoMarHesuemus HedpoKaiblinHO3 ¢ runepkaabunypueit i runepmardesuypuei: naronorns  Claudinl6, 19, AP Al
oprasa 3peHist (KoaoBoMa, MHOTII, HHCTArM); TRPM6
Curapost Keprca—Ceitpa Hapyasas opranbMonierst, KapamoMuonaris, nros, caxapsiit anader  JledpekTol MHTOXOH-  MatepiHeKoe Hacaea08a-
apuansroit AIHK HHe

C nopyaasnuin wan wussun ypoeres napameopsona (117T7)
AVTOCOMHO-TOMHHAHTHAA THINOKUTLUHEM NS [Mnepranuunypus CaSR All
C avtcokun ypoenesm napameopmona (HTI)

[Ncesrornnonaparupeos la Oxupenne, AYHOOOPA3HOE N0, HH3KOPOLIOCTE, 3auepAka ywereenHoro  GNAS Al
(Ocreoaunctpohma Ondpaiita) pazBuTHsL, OpaxIaKTIvIN (YKOpoueHie 4 1 5 MeTakapnaibHeIX 1 MeTarap-
KUILHBIX KOCTEH ), MOAKOKHBIC KUILLUHGDHKATLI

[Meernornnonaparipeos Ib Hedpextor meriimn- Al
posanmnst GNAS

Ocreonerpos (MpaMopHast 60/I¢3Hb) TNFSF11, CA2, AP, AlL
CLCN7, OSTMI,
CLCN w aip.

Ilpuodperennsie BapHanThl

TMocaconepauoHHb FTHIONAPaTHPEO3 [MocaeacTsist THPCOIAIKTOMMIL, NAPATHPEOMAIKTOM I i —




KanHuyeckue } Ca o6 { Cny4aniHoe
CUMMTOMbI onpegeneHue

v
<2,25 mmonb/n
Ca++ n P Kposu <2,0 mmonb/n (y AOHOW. HOBOPOXA.)
! l <1,75 monb/n (y HeAOHOWEHHOTO)
P Kposu P Kposu
. NOBbIWEH CHUXXEH/HopM.
Bbicokumn
KpeaTUHUH
l l ‘ Manbabcopbuma
XIH MNTr nosbiweH Paxutb!

P B mouye
MNcesgormnonapatupeos
CHUXXEH
MTr cHWXXeH nan
HOPMa/ibHbIN l ‘ ‘

AKTUBMpYOWME
[ Funomaruuemnn] [I‘unonapampeos] [ MyTauum CASR ]




e TMNnepKopTUKOMOHLIN CUHAPOM O0OYCNOBIIEH
rmunepdyHKUNEN KOPbl HAAMNOYEYHUKOB. [ MNEPKOPTULIN3M
HabnogaeTca npu 3aboneBaHUAX, CONPOBOXAAOLLIUXCS
N30bITOYHON CEKPELIMEN CTEPOUNAHBLIX TOPMOHOB KOPOW
Hagno4evyHnkoB: 6bonesHb NueHko-KylumHra (runotanamo-
rmnogusapHoro reHesa), cuHgpom M-K (onyxonb Kopbl
Hagano4ve4yHukoB), AKTI -akTonmMpoBaHHbIV CUHOPOM,
9K30reHHbIN TMNepPKoPTULM3M (ANNTENBbHOE BBEOEHUE
CUHTETUYECKUX KOPTUKOCTEPOUAO0B), DYHKLINOHASTbHbLIN
rMnepKkoTULN3M Npu rmnoTaraMmyeckoMm CUHOPOME,
bepemeHHOCTH, oxxupeHunun, CLl, ankoronmame v
3aboneBaHUAX NeYeHun.

 MTMNOKOPTUKONAHBLIVN CUHOAPOM BO3HUKAET NpU
HeaoCTaTO4HOM (PYHKLIMOHMPOBAHUM UIN MOMNHOM
npekpaweHnn yYHKLMMN KOpbl HaANOYEYHMKOB.

OTUM CUHOPOMOM NposBRsieTca bone3Hb AgancoHa
(mnepBUYHAas XpoHU4eckasd HeJOCTaTOMHOCTb KOpPbI
HaanNO4Ye4YHUKOB) K NaTofIorM4eckne rnpoLiecchl B
rmnotanamo-rmnodunsapHoun 3oHe (BTopuvHas
Hagno4Ye4YHMKoBas HEAOCTATOYHOCTD).



BupunbHbIN CUHAPOM
(rmpcyTnam)

pa3BMBaeTCA
BClieacTBume
rmnepnpoayKkumn
aHOporeHoB
ceT4yaTtbIM CII0eEM
KOpbl
HaanoO4Ye4YHNKOB.
BosHukaeT npu
rmnepnnasmm unu

OnyxoJin KOPKOBOIO
CIo4A

B 1S FTr Al 10 1 A0S T



[ MnoroHagn3m

CMHAPOM, 006YCNOBNEHHbIN HEJOCTATOYHbIM
pa3BUTMEM M TMNOMYHKLUWEN roHaf.







3agada 1

MaTb ¢ Manb4nMkom 12 et obpaTtmnacs K Bpady-negmatpy
y4aCTKOBOMY C Xanobamm Ha N30bITOYHLIN BEC, MOBbLILLIEHHbLIN
anneTtut, cnabocCTb, ObICTPYIO YTOMNSEMOCTb, YaCTbl€ rOfIOBHbIE
6o B 3aTblfIOMHOM 0briacTu y pebeHxka.

3 aHamMHe3a U3BECTHO, YTO POAUTENN U POAHAs cecTpa
Marb4MKa nonHble. B cembe ynoTpebnsatoT MHOro cnaakoro,
XXMPHOrO, BblNEYEHHbIX N30enni.

PebEHOK OT BTOpO BepeMeHHOCTN, BTOPbIX POAOB B CPOK, Oe3
natonornn. Macca Tena npu poxageHnn — 4200 r, ANUHA — 52 CM.

OcmoTp: pocT — 142 cm, macca Tena — 92 kr, UMT — 46 kr/m2,
00bEM Tanuu — 96 cM. KoXKHble MOKPOBbI OObLIYHOW OKpacKu, B
obnacTu XXnBoTa, aroguu, 6€aep — SApPKo-po30BbIE CTPUN,
NOOKOXXHO-KNPOBOW CIrOv pa3BuUT U3ObITOYHO C
NPENMYLLIECTBEHHbLIM OTINOXEHMEM XMpPa Ha XXUBOTE. TOHbI
cepaua Heckonbko npurnyweHbl. HCC — 95 ynapoB B MUHYTY,
yacTtoTa AbixaHus — 19 B 1 munyTty. ALl — 160/80 mm pT.CT. [1pu
nanbnayum XXmMBoTa otMmevaeTcst 0051Ie3HEHHOCTL B MPaBOM
noapebepbe, NeveHb BbICTYNAET N3-NoM Kpast pebepHoOn ayrv Ha
1 CM.



Obwmnm aHannsa KpoBu: remorrodumH — 130 r/n,
apuTpounTbl — 3,9x1012/n, nenkountbl — 5,5x109/n,
nanoykosigepHble HENTPOMUIbI — 1%,
cCermeHTosaepHbIe HENTPouUnbl — 52%,
903nHOMPUIbI — 5%, NMMdounTbl — 37%, MOHOLIUTbI —
5%, COO -4 mm/yac.

ObWwmm aHann3 Mo4u: UBET — XENTbIX, NpOo3payvHas,
OTHOCUTESNbHAA NNOTHOCTb — 1015, peakums Kucnas,
Dernok — HeT, caxap — HET, aLETOH He onpeaenseTcs.

buoxnmmnyeckmnm aHanns KpoBu: odLLmnmn Benok — 65
r/n, xonectepuH — 7,6 MMonb/n, Tpurnuuepuabl — 2,5
mmonbs/n, JINBI1-0,8 mmons/n, JINHIT - 3,8
MMOIb/M, FOKO3a HaToLwak — 5,9 MMosb/n, rmKo3a
npu nposeaneHnn CTTI yepes 2 yaca — 8,9 MMOnb/ 1



OXunpenme 3-4 cteneHun, KOHCTUTYLMOHAaNbHO-3K30reHHOoe.
MeTtabonunyecknn cuHapom. [inarHo3 noctaBneH Ha OCHOBaHUM
Hannuuns y pebeHka n3dbITO4HOM MaccChl Tena, No MHOEKCY MaccChl
Tena. OXupeHne KOHCTUTYLMOHAIIbHO-39K30reHHOE, MNOCKOSIbKY B
ceMbe bnuskue poacTBEHHUKM (NepBasd NMUHUA PoACTBa) UMEKOT
N30bITOYHYIO MacCy Tena, CEMENHbIE NULLIEBLIE MPUBbLIYKA
COOTBETCTBYIOLME (CrafKoe, XMPHOeE, BbiNe4vka B NuLLe B 60MbLIOM
KonuyecTtsee). Hannune aptepuanbHOW runepTeH3nn, o0 bLem Tanun,
rmnepnMnuaemMma, AucnunuaemMmnsd, HapyLleHme TonepaHTHOCTU K
[MIOKO3€ No3BONAKT AMarHOCTUPoBaTb MeTabONNYECKNN CUHAOPOM.

P3Il (nccnegoBaHue COCTOSIHUS cocydoB ronoBHoro mosra), CMA[LL
(AnHamMunka apTepuaribHOro gaBreHnsa B Te4eHue 24 n bonee 4yacos),
Y3W Hagno4vevHuKoB (anddepeHumanbHaga guarHocTuka popmel
OXUPEHUS).

Bpaua-geTckoro aHAOKPUHOIOra, Bpadva-4eTcKoro kapauorora.

Koppekunto nuLeBoro noBeaeHns, AMeToTepanmio N agekBaTHbIE
dpunsnyeckmne Harpy3km — Ha OCHOBE MOTUBALIMOHHOIO O0Yy4YeHNs C
NPUBNEYEHNEM POOUTENEN N CEMbM.

B kpaTtkocpo4HOU rnepcrektnee — yaepxaHue sHadyeHns UIMT B
TeyeHmne 6-12 mecsueB HabnNaeHNS; B 4ONTOCPOYHOM NEPCneKTnBe
— yMeHbLUeHune BennynHbl UMT, n ganee — goctmxeHune
«N30bITOMHOW Macchl Tefnay, 3aTeM «HOpMaribHOM MaccChl Tena.



3agada 2

[Tpn odbopmreHnn B OOLKONbLHOE 0bpa3oBaTenbHOE
yupexxgeHue y AeBOYKN 3 NET BbISBEHO OTCTaBaHUE
B N3N4YECKOM N YMCTBEHHOM pa3BuTun. [Nepeexana
B panoH obcnyXmBaHUs AETCKOW NOMUKITNHUKM
OKOJ10 Mecsua Ha3ag. Poct — 78 cm, macca tena —
15,3 kr. MaTb oTMe4aeT, YTo AeBoYKa MaronoaBukHa
C NEePBOro rofa Xm3Hu, passmBanacb ¢ OTCTaBaHUEM
OT CBEPCTHMKOB: cUAUT € 10 MecsiLeB, XoauT € 18
MecsLEB, Ha4yarna rosopuTtb B 2 roaa. o
npeablayuemy MECTY XXUTENbCTBA Bpaym
paccMmaTpuBarniu BCE 3TO KaK MPosiBNEHUA paxuTa, oT
KOTOPOro n ne4Ymnn, Ho 6e3ycneLuHo.



[leBo4Ka roBopuUT BANO, CNOBapHbIN 3anac
orpaHu4eH, rorioc HU3KMKU. B KOHTaKT BCTynaeTt
N0X0, Ha BONPOCHLI OTBEYAET C TPYAOM, NaMAThb
cna6as=| y3HaET TONbKO YrneHoB cembu. [ponopLun
Terna HarnoMmMHatloT TakoBble Y HOBOPOXOEHHOIO.
[[0onoBa OTHOCUTESNBHO KPYMHbIX pa3mMepos,
3anaBsLuaga v lWwunpokagqa nepeHocuua. Makpornoccusg,
NOCTOAHHOE CritoHOTeYeHMe. KoXa cyxoBara,
HeKoTopasa OTEYHOCTb De3 YETKOM NoKanusauuu.
Bonockl Tycknble, nomkne. KOHeYHOCTUN XONOAHbIE,
LLenyLlleHne NOKTen n KoneHewu. B nerknx xxecrtkoe
OblXaHWe, XpunoB HeT. TOHbI cepaLla YUCThble,
NPUrMNyLlEeHHbIE.

[Tynbc — 70 yoapoB B MUHYTY, YOOBNETBOPUTENLHOIO
HanonHeHuna. Al — 75/50 mm pT.CT. )KMBOT HECKOSBKO
yBenu4yeH B pasmepax, 6e360ne3HeHHbIN Npu
nanbnauun. [leyeHb 1 ceneseHka He nanbNUpPYyTCA.
CTyn CO CKIMTOHHOCTLIO K 3anopam.



AHanu3 KpoBW: 3puUTpounTbl — 3,2x1012/n,
remornoduH — 92 r/n, uBeToBOWU Nokasartenb — 0,9,
COO - 12 mm/yac, nenkounTbl — 5,5x109/n,
903NHOPUIbI — 2%, Nano4vykosaepHble
HenTpounbl — 4%, cermeHToaaepHbIe
HeuTpodounbl — 47%, nuMmdoounTbl — 42%,
MOHOUMNTbI — 5%, XOnecTtepuH Kposu — 12
MMOIb/n.

AHanNuU3 Mo4u: oTHocUTENbHAA NIOTHOCTb —
1014, caxapa, 6ernka HEeT, ANUTENUN NMITOCKNIN —
3-4 B none 3peHund, NenkounTbl — 1-2 B none
3PEHUNSA, SPUTPOLINTOB HET.

TTI B cbiIBOpOTKe KpoBu — 42 MKEa/mn, T4
cBOOOaHbIN — 3,1 MKEA/Mn.



BpoXXOEHHbIN TMNOTUPEOS.
Y3 wmutosnaHom xenesbl, IKI.

3apepkka yMCTBEHHOro, h1U3N4YeCcKoro pa3BuTus,
HEenpPonopLIMOHarbHOCTb TENTOCINOXEHUS,
MaKpOITIOCCUSA, CyXas OTe€4YHas KoXa, apTepuanbHas
rMNOTOHUSA, Opaankapaus, CKITOHHOCTb K 3arnopam.

[ MnepxonectepnHemMusd, aHemus, nosblilleHne TTT,
CHMXEHNe TUpoKcuHa (T4).

KoHcynbTaumsa Bpava-AeTcKkoro SHAOKpUHonora u
KOHTPOIb 3a cobnogeHnemM pekoMmeHaaumm Bpaya-
AeTckoro aHaokpuHorsiora. OueHka nokasarenem
don3nN4EeCKOro U NCMXMYeCcKoro pasBnUTuUAa pebeHka
COOTBETCTBEHHO BO3paCTy NOCIEe HAa3HAYEHUS NIEYEHUS.



