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AkTyanbHocTh. CHHIpOM DBapjca — 3TO pellIkoe reHeThYecKoe 3a00eBaHue,
CBSI3aHHOE ¢ AyOnaupoBaHueM 18 xpomocombl. XapaKkTepHbI€ JJIsl CAHApOMa DABapica
BHEIIIHME TPHU3HAKK Cpa3y 3aMETHHI JaKe Yy HOBOPOXKICHHOrOo pebeHka. Takoi
pebeHoK OyIeT UMETh HU3KYIO Maccy Tena, JOJIMXolepanniyecKuil uepen, HU3Kui 100
U IIUPOKUHN 3aThUIOK, HEJIOPA3BUTHIE M HHU3KOPACIOJOKEHHBIC YIITHBIE PAaKOBUHBI.
Hebo y Takux nereil 0OBIYHO BBICOKOE, «TOTHYECKOE», BEpXHs Iryda Kopode, ueM y
0OBIYHBIX JeTed. MoXKeT BCTpeyaThCsl MHOXECTBO PA3IUYHBIX U3MEHEHUN OMOPHO-
JIBUTATEIHHOTO arapara: pacliMpeHHas TpyaHas KJeTKa, y3KUid Ta3, BRIBUXU Oelep,
CTONBI-«KayaiKuy». [lampllbl HA HOrax 4YacTO CPOCIIMECS WM HUMEIOT MEpPErOHKH.
[Tanbipl pyk CKpemieHbl W yKOpoueHbl. YacTto BcTpeyaroTcs mTpoOieMbl C
HEJIOPA3BUTUEM WJIM HENPABWIbHBIM PAa3BUTUEM OpPraHOB MHINEBAPECHUS U
MOYEINOJIOBOM CHUCTEeMBbl. Takue JeTh OOBIYHO HMEIOT MPOOJIEMBI C TJIOTaHHUEM,
cocanneM. Hepenku ciydam pedarokca W O4YeHb YacTO TpeOyeTcs 30HI0BOE
BBIKQpMIIMBAHHE MTOJO0OHBIX JeTeil. MHOTHe AeTH ¢ TpucoMueh 18 mpeapacmonokeHbl
K BOBHUKHOBEHHUIO CYJ0pOT, a TaKXK€ — K HEOOBSICHUMBIM CKaukaM TeMmIlepaTypbl 0€3

JIPYTUX CUMIOTOMOB. Bec y Takux nered mpuOaBisieTCs OY€Hb IUI0XO0, HEPEJIKO K TOY
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pebEHOK ¢ CHHAPOMOM DJBapjca HE JOXOAWT JO IJIAHKHA JaXe B 5 Kr. YMCTBEHHOE
pa3BUTHE JETEH C CHHIAPOMOM DBap/ca OOBIYHO COOTBETCTBYET TSAKEIBIM CTEIEHIM
OJIMTO(PEHHUH, OJTHAKO ACTH ¢ MO3andHOU (OpPMON CHHApPOMA WHOTAA JOOWBAIOTCS
ONPENICIICHHBIX YCIIEXOB B YMCTBEHHOM pa3BUTHHU. B HaHHON cTaTbe MpencTaBieH
paz00p KIMHUYECKOTO ciiydas CHHIIpoMa DABap/ca.

Heap ucciie0BaHUsA: ONMCAHUE KIMHUYECKOTrO Cily4yas CHHApoMa DaBapca.

Martepuan ¥ MeTOAbI

[IpoBeneH pETPOCHEKTUBHBIA aHAIM3 HCTOPUH OO0JIE3HM HOBOPOXKICHHOTO C
CHUHJIpOMOM DJIBap/ica.

Kinunnyeckuii ciyuyai

Ot 3 OepemenHocTH, 2-X poaoB. Ha mucmancepHOM ydeTe mo OepeMEHHOCTH
coctouT ¢ 9 Henens. Y3U mnoaa ot 16.06.2021r - bepemennocts 19 Henens. Kuctsl
COCYIMCTBIX cruieTeHud. Jluarno3z warepu: OAHOIUIOAHBIE pOABI B  CPOKE
oepemenHocTy 39 Henenb 1 IeHb B 3aTBUUIIOYHOM MPEJICKAHUM TJI0/1a. Y TPOXKAIOIIIee
coctosiHue moAa ¢ ypesxkeaueM UCC. JlopoaoBoe U3IUTHE OKOJIOILIOAHBIX BOJ ( O.11.
35 vacoB 48 muH). ['ecTanmonHas runepTeH3us ymepeHHou crenenu. [loaroroBka
HIEHKM MaTKu MuzonpoctoiaoMm. MHAykuuss poaoB  okcuTomuHOM. Onepauus:
Jlamapotomust mno Jlxosn-Koxeny. KecapeBo ceueHHe B HHKHEM MAaTOYHOM.
AHTponoMeTpruuecKue Janubie: Bec -2740r, pocT -47 cM, OKpY>KHOCTb F'OJIOBHI -33 CM,
OKPYXKHOCTh Tpynu-31cm, oreHka o mkaie Anrap 6/7 6aios.

OO0beKTUBHBIE JTAHHBIE!

CocCTOsIHHE TSAXKEION CTENEHU TSKECTU 3a CYET MbIXaTEJIbHBIX PAacCTPOMCTB.
Nmeercs  OTEUHOCTh U CHHIOIIHOCTh 00eux KucTed u  crom. CTUrMBI
nu3IMOpHoreHesa: gonuxonedannueckas ¢gopma depena, BBHICTYNAIOIIMI 3aThUIOK,
MUKpPOTHATHS, MAaJCHbKUW pOT, MHUKpodTanbmus, aegopMaiivs YIIHBIX PaKOBUH
U y3KME CIYXOBBIE IPOXOJbl, HHU3KOE PACIOJIOKEHUE YIIEW, KOpOTKas Ies C
M30BITOYHON KOMKHOM CKJIQJKOM, UMEETCS Ha 00CuX JIaJIOHAX UMEETCS MomepedyHas
0opo3na, cuHIaKkTIIMA 3-4 manbiieB 00enx pyk U 2-3 majibleB HOT, a TakXKe IMpaBas
cToma uMeeT JiepopMaIiuio BUAEC «CTOMOW-KaqaIKO.

B nuHammke Ha 3 cyTKM HaOMIOAaeTCs pealu3alii  BHYTPUYTPOOHOTO

WHOUIIMPOBAHUS, TOATBEPKICHHAS KIMHUYECKH (PEOCHOK BSUTBINA, CyOUKTEPUYHOCTH
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KOKHBIX MMOKPOBOB, HECTaOWJIBHOCTh TeMrepaTypbl Tena,
ayCKyJIbTaTUBHO OCJIA0JEHHOE JbIXaHUE B JIETKUX), PEHTIE€HOJOTUYECKH MPU3HAKU
MMHEBMOHUM, BBICTABISIETCS KJIMHUYECKHI JAuardHo3: BpoxkaeHHass MNHEBMOHMUS,
CpelHEW CTENeHM TSKECTU, OcTpoe TeueHue. HazHauena anTuOaKTEepHalibHAS
Tepanusi (AaMOUIWLUINH, TEeHTAMUIIMH) B BO3PACTHOM J03UPOBKE.

KoncyabTanum cnenuaancToB:

Tpasmatonor-opronesn (01.11.2021) 3axmoyenue: Cunmaktunus 3,4 manblieB
obenx kuctel. [Imocko-BanbsrycHas croma crpasa. PekomennoBano: 1) HaGmronenne
y xupypra B CBA. 2) OnepatuBHoe JieueHue B 1 ros.

I'enetuk (01.11.2021) 3axmouenne: Cunapom DnaBapica? PexomenmoBano: 1)
[{uTorenernueckoe HcclenOBaHuE mnepudepuyeckod KpoBu (KapuoTum); 2)
[ToBTOpHAsA KOHCYJIBTAIUS C PE3YIBTATOM.

I'enetuxk (20.11.2021) 3akmrouenue: LlutoreHernueckoe HCCiIeIOBaHUE
nepupepruueckol KpoBU (KapuOTUIl) 3akitoueHue: BelsiBieHa TpucoMus 1O
xpomocoMe 18, mpocrtas dopma [uarnos: Cunapom IaBapjaca (TpUCOMHS TIO
xpomocome 18), mpocrtas popma. PekoMeHm0BaHO: HAOIIOEHUE 110 M/K.

Kapauomnor (02.11.2021)3akmouenune: duarnos: [IOK: OAIL. OO0O. CHOKO. C-
M DnBapica? PexomennoBano: npu ctabunbHOM kimHuueckor kaptude 9XO KI' B
nuHamuke B 1,5 mecsia (40 aHeit), ocMOTp KapiMojora B JMHAMUKE aMOyJIaTOPHO.

CocTosiHue B ITMHAMHKE

01.11.21r, B 11:00. CocTosHHE TSKEN0E, C MOJOKUTSIAbHOM JUHAMUKOM.
Kmunuka JIH B jguHamuke KynupoBaHa. Pexum ngyducroe TEmo, yKIaaKa
THE3JBIIKO. JIpIXaHHe CaMOCTOATENbHOE aJEKBAaTHOE, MOJIY4YaeT OKCUTE€HOTEPAIUIo
yepe3 HazajbHble KaHIoAM notokoM 0,5 n/muH, carypanusi ctabuiibHas. PeOeHok

nepesened B OITHuBH/I.
22.11.2021 05:55

CocTtosiHuE peOeHKa B JUHAMHKE C PE3KUM YXYAIICHUEM: MaJIeHUue caTypaluu J10
KPUTHYECKHUX (P, OpaTuKpUTMIUL, OCTAaHOBKA cepra. [[poBoauTCs MCKyCCTBEHHAsS
BeHTW M B pexxume [PPV ¢ mapamerpamu: : Tea-0,35, Un-57 PEEP-5 cwm, PIP - 19
cM, Fi02 noseimena go 100%, carypauus Huskas. Ha ocMOoTp U MaHuUNynsanuud He
pearupyer. KokHbIe TOKpOBBI M BHIWMBIE CIHM3UCTHIE HHWAHOTHYHBIC. ATOHUS,

apednekcus. ['pyaHast KieTKa yIUIOIIEHa, SKCKypCUsl HU3Kas. AyCKyJIbTaTUBHO HaJ
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JIETKUMU BBICITYIIUBACTCS PE3KO OCIAOJICHHOE JIBIXaHWE, Pa3HOKATHOCPHBIE XPHIIHI.
Tonbl cepala rimyxue, OpaguapuT™Musi 1 OCTaHOBKA cepia. JKUBOT MITKUH, IEYeHb U
CEJIe36HKA HE YBEJIMUCHBI.

Status localis: Cturmbl  qu3sMOpuorenesa: ponuxonedanuyeckas ¢popma
yeperna BBICTYMAIONINI 3aThUIOK, MUKPOTHATHSI, MaJIEHbKUI POT, MUKPO(TAIbMUS,
nedopmariusl yIrHbIX PaAaKOBUH M Y3KHE CIyXOBBIE MPOXOMbI, HU3KOE PACIOJIOKCHHE
VIIHBIX PAaKOBUH, KOPOTKas Ies ¢ M30bITOYHOM KOXXHOW CKIIAJKOW, UMEeTCS Ha
o0enx JafoHSAX TomepevHas O0opo3ja, CHHAAKTHINA 3-4 manblleB 00eux pyk, 2-3
NajbIEB HOT, IIpaBas CTOTA UMeEET e(opMaIiio BUIE «CTOTBI-KauaaKa.

HauaTsl Mepbl peaHuMalu: HEMPSMON MAacCaXK cep/ila, CKOOPIUMHUPOBAHHBIN C
NBJI AMm0y co 100% xucnoponom p-p aapenanuHa 0,18% B pazsenenun 1:10.000
0,3m1, 0,6 M, 0,9 M. HecMoTps Ha pOBOAMMEBIE MEPBI PEAHUMALIMKM, BOCCTAHOBUTH
CEepACUYHYIO ACSATEIbHOCTh HE YIAI0Ch.

22.11.21 1, B 06:10 xoHCcTaTHpOBaHa OUOJOTHYECKAsA CMEPTh naruenTa. [Ipoxun
23 mH.

[TocMepTHBIN qUarHo3:

Jlnarunos:

OcH: Q 89.7 MBIIP.

Q 91.3 Cunapom DaBapaca (Tpucomus o xpoMocome 18), mpocrtast popma.

Q 21.0 BpoxnaeHnslii 1eheKT MEXOKETyI0YKOBOM MEPEeropoaKy.

Q 70.0 Cpaiienue nanpleB KUCTH.

Q 66.6 [Ipyrue BpoxeHHbIE BaIryCHbIE Ae(OpMaIUU CTOIIBI.

Com: P 23.9 BpoxkneHHasi THEBMOHUS HEYTOYHEHHAS.

Ucxon neuenuns

Emney nemen askranasl (Mcxon neuenus): CmepThb
BriBoa:

XpOMOCOMHBIE  MMATOJOTUM, B TOM 4YHCI€ H CHHIPOM  DjBapjca,
MPOTHO3UPYEMbIE MPHU YCIOBUU CBOEBPEMEHHOTO MPOXOKACHUS CKPUHHUHTOBBIX
00cJieIoBaHUI M MOCTAHOBKK Ha Y4eT Mo OepeMeHHOCTH. B JaHHOM KIMHHUYECKOM

cIydae MaTepu Mpeajiarajioch MpepbiBaHHEe OCPEMEHHOCTH MO TPHYUHE TSHKECTU
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MOpOKa, HO MaTh OTKa3ajgach. BaxkHO mpoBoaAuTHh 3P(HEKTUBHYIO KOHCYJIHTAIUIO C

XKeHIIMHaMu (GepTHUIILHOTO BO3pacTa.
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