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CHUHAPOM BEKBUTA-BUIEMAHA
Bacuiabuenko TaTrbsina CepreeBHa
I'abapakunoBa AnbOuHa Aii0eKoBHA
CTYyJIEHTKa
5 kypc, dhakynpTer JleueOHOTO Nena U IeAuaTpuu

Menmumuckui uactutyt HY «benl'Vy», r. benropon

AHHoTanus. B nanHoii cratee n3y4yaercs o4eHb PeIKOe TeHeTHYecKr 00yClIoBIeHHOE 3a00JIeBaHUE -
Cunnpom bexBura-Bupemana. OnuceIBalOTCST OCHOBHBIE KJIMHUYECKHUE TPOSBICHUS KakK Yy
HOBOPOXXJCHHBIX JACTEH, TaK M y Marepu BO Bpemsi OepeMeHHOCTH. ONHCHIBACTCS KIMHUYCCKHIMA
ciydyaid  JaHHOTO cuHapoMma. [IpuBeieHbl aHaMHECTHYECKHE JaHHble H  J1abopaToOpHO-
MHCTPYMEHTAJIbHBIE METO/IbI UCCIIEIOBAHUS, a TAaK)Ke UCXO/ JaHHOro 3a0oneBaHus. OTMeuaeTcs, 4yTo
MPOTHO3 JAHHOM HO30JIOTHM 3aBHCUT OT BBIPA)KCHHOCTH KJIMHUYECKON KAapTHUHBI U COMYTCTBYIOLIEH
IIaTOJIOT M H.

KaroueBble cioBa: CI/IHI[pOM BCKBI/ITa-BI/II[eMaHa, TCHCTHUYCCKOC 3a6oneBaHHe, KJIMHAYECKUH Cnyqaﬁ.

Cunapom bekBura-Bunemana - HacienCTBEHHOE I€HETUYECKH OOYCIIOBIEHHOE 3a00JIeBaHUE,
OCHOBHBIMM IPOSIBIICHUSIMU KOTOPOTO SIBISIOTCS oOMdasonene, Makporjioccued, MaKpOCOMHEH.
BropocrenenHble CHUMOTOMBI JIaHHOTO 3a00JI€BaHMSA: YpPE3MEPHBI pPOCT C accuMeTpuei Tena,
MOMyYHasl TPbDKA, PACXOXKIEHHME NPSMBIX MBI >KUBOTA, BPOXKAEHHBIE OMYXOJH, THIEpPTpodus
KJIETOK KOpBI Ha/IMOYEYHUKOB, M1aTOJIOTHYECKOE YBEIIMYEHHE BHYTPEHHUX OPraHOB, IOPOKH Pa3BUTHUS
MOYEK M TUIOIIMKEMHUS HOBOPOXACHHBIX, runeprpodus cepaua [1]. OTHocuTenbHO OepeMeHHOM
KEHIIMHBI OOJIbHBIM IUIOJIOM BBISBIISIOT CIEAYIOLIME CHMOTOMBI: MHOTOBOJAME, HEIOHAIIMBAHUE
06epeMeHHOCTH, TIalleHTOMETaNHS.

Cungmpom  bexButa-Bupemana - 3TO0 monureHHoe — 3a0ojieBaHUE,  OO0YCJIOBIEHHOE
TFeHETUYECKUMU M3MEHEHUSIMHU, KOTOpbI€ BIUSIOT HA CUMTHIBAHUE MH(POPMAILMU C TEHOB XPOMOCOMBI
11p15. I'enernueckne npuunHel cuaapoma bekBura-Bunemana cioKHBI.

CocrosiHre OOBIYHO SIBISAETCS Pe3yJIbTaTOM AaHOMAJIbHOM PEryJsIMHM I'€HOB B OMNpEAETICHHOM
obnactu xpomocombl 11. PebGeHok 0ObIYHO HacienyeT OJHYy KOIHUIO 3TOH XpOMOCOMBI OT Ka)JI0TO
ponutens. J{ns OGonpIIMHCTBA reHOB B XpomocoMe 11 skcmpeccupyrorest o0e komuu reHa. Komun
HEKOTOPBIX I'€HOB MOTYT HACJIEJ0OBATHCS TOJIBKO OT OTLA, a APYruX- OT MarepH. Takue crnernuduyuHbe
pa3nuuusi B AKCIPECCHHM TE€HOB BbI3BaHbl ()EHOMEHOM TI'€HOMHBIH HMMIIPUHTHUHI. OTH W3MEHEHUS
00yCJIOBIMBAIOT OCHOBHBIE KJIMHUYECKHWE TMPHU3HAKU CHHApPOMA. Jlpyrne mNpU3HAaKd BBI3BAHBI
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BBI3BaHbI TAaKUM T'€HETHYECKHMM HM3MEHEHHEM KakK OJIHOPOAMTEIbHAs TUCOMHUA (KOTJa JIBE aKTUBHBIC
KOIIMU T€HOB HACJIEAYIOTCA OT OAHOIO POIAUTENS).

Yactota BcTpeuaeMOCTH, coryacHo cratuctuke, 1:13700 ¢ oauHaKoBOW BEPOATHOCTHIO Y
JI€BOYEK U MaJIbYHKOB. [2, 3].

OnumiemM KIMHUYECKHH ciiydaid cuHapoMa bekBura- Bunemana.

B ¢deBpane 2018 roma moctynun peOEHOK 4 MecsIeB C jkajno0amMu Ha Kallellb, OJIBIIIKY,
noseimenne T 1o 37,5 C, 6ecIOKOMHOE ITOBEACHHUE.

Co cnoB Mambl pPeOCHOK OT 2 OEpeMEHHOCTH, IpOTEKaBiIed Ha ¢(OHE XPOHUYCCKOUH
¢deTormnaneHTapHOM HEAOCTATOYHOCTH, XPOHUYECKOW BHYTPUYTPOOHON THIIOKCHMHU IUIO/A, OTEKOB,
XJIAMHUIMO03a, ypearuiazMosa, 2 MpexaeBPEeMEHHBIX ONEPaTUBHBIX POJOB Ha cpoke 30 Hexenbp U3 —3a
MPEXKICBPEMEHHOTO MU3JTUTHUSI OKOJIOTLJIONHBIX BOJ. Macca npu poxkaenuu: 1820 r., poct: 40cm.

[Tocne poxaeHUs COCTOSIHHE peOeHKa TSKeNoe, ¢ MPOSIBICHUSAMHU JIbIXaTeIbHBIX HApYIIECHUH,
SBJIICHUSIMA BHYTPUYTPOOHOTO HWH(MUIMPOBAHUS, TOPAKEHUS LEHTPATbHOM HEPBHOM CHCTEMBI,
MepeBe/IecH B OTJIEJICHWE pEeaHMMalluM W WHTEHCHBHOM Tepamuu HOBOPOXACHHBIX. Ha neuenun
HaxXOJUJICS Ha MPOTSKEHUU 3 MECSIEB, MOCTE BHINIMCAH Ha amOynatopHoe HabmoaeHue. CocTosiHue
pebEHKa YXyIIIMIOCh TOCTE MEPEHEeCEHUs OCTPOH pecnupaTOpHOW HMH(EKINH, MPOTEKaBIIeH ¢
pa3BUTHEM OOCTPYKTHBHOTO OpOHXHTAa M COMPOBOXKIABIIEHCS IbIXaTeIbHOW HEJOCTAaTOYHOCTBHIO.
[Tonyyan TpPOTUBOBHPYCHYIO, aHTHOAKTEpUATBHYIO TEpaluid B  YCIOBUSX HWH(EKIIMOHHOTO
crarmoHapa. Benencrrue Hed((HEKTUBHOCTH JieueHUs ObUT MEPEBEICH B MEIUATPUUECKOE OTIEICHUE
00JacTHON JeTCKOM KIMHMYECKON OonbHUIIBI. PebGeHOK mocTymui B TSXKEIOM COCTOSIHUHM C
BBIPOKEHHBIM OOCTPYKTHBHBIM CHUHApPOMOM. [Ipu ocmoTpe ObUIM BBISBICHBI: MaKpOTJIOCCHUS
(aHOMaNIbHOE YBEJIMYECHHE Pa3MEPOB SA3bIKa), oM(aroriene (paciieruieHne epeHei OPIOIHON CTEeHKH
C BBIXOJIOM BHYTPEHHHX OpraHoB), Makpocomus ((akruyeckuii Bec peberka coctabisut 6300 r, mpu
nomwkHoM 4400 r, u30biTok Maccel — 30 %). Takxke oOpamiaer Ha ce0si BHUMaHUE HErPOMIHBIN
¢denotumn pebeHka, 4YTO CBA3AHO C TEM, YTO OTEIl MPEACTABUTETh aQPUKAHCKON ITHUYECKOW TPYIIIBI,
MaMa — pycckas. JIOTIOTHUTENBPHBIMA KIMHUYECKUMH TIPU3HAKaMU ObLUIM HACEUKH Ha MOYKAX YIIEH,
HU3KOPACTIONOKEHHBIE W3MEHEHHBIC VYIIHBIC PAKOBHHBI, KOPOTKas IIIes, aCUMMETPUS KOXKHBIX
CKJIQJIOK, TUIIOTUIA3Hs CPEAHEH TPETH JIHIIA, IEPUOPOUTATBHAS MTOJHOTA.

PeructpupoBanuch 3Mu30/16I TUTTOTIUKEMHH.

[Tpu 00BEKTUBHOM HCCIEIOBAaHUN OOHAPYXEH OOUIIbHBIN OEJblii HAJIET Ha SI3bIKE U MO 3aJHEH
CTEHKE TJIOTKH (CO CIIOB MaTepH 3TOT HAJET OCTAETCS C TMEPHOJa HOBOPOXKIACHHOCTH). MEpIeuHast
nuctoHusi. KokHble TOKPOBBI CMYTJble, YUCTBIC, BlaxHble. CIM3UCTBIC IIEK OJIETHO-PO30OBEIC,
4HCTHIE, BIaXHbIC. JInMpaTrueckue y3Ibl: MaabnaTOPHO HE YBEIMYCHBI. B JIETKUX JABIXaHUE KECTKOE,
C y4JacTHE€M BCIIOMOTAaTelIbHOM MYCKYNATypbl, BBICIYUIMBAIOTCS CyXHUE, BJIaKHbIE XPHUIBI C 00eHnX

ctopoH. Yacrora neixanus — 42 B muH. Caryparus kuciopoaoM 80%. CepueuHo-cocyauctas



CHUCTEMa: TOHBI SICHbIe, pUTMUYHBIE. YacToTa cepaeuHbix cokpameHuii: 150 B MuH. JKUBOT MATKUM,
yBenuueH B oObeme, omanomerne, Oe30one3HeHHbd. [leuenn, cene3enka He yBenudeHbl. CTyn
o opMIICHHBIH, peryaspHbId. Modencmyckanue cBo0oHOe, 0e300JIe3HEHHOE.

[TpoBoauuCh 1a00PaTOPHO-UHCTPYMEHTAIBHBIE HCCIEAOBAHUSA, B XOJ€ KOTOPBIX BBISBIICHBI
CJIEyIOIINEe U3MEHEHUS:

KJIMHUYECKH aHAJIM3 KPOBH - HAPACTAHHE HEHUTPOPUIBHOTO JIEHKOIMTO32, MOHOITUTO34,
yBenuuenue COO;

€OCKO00 €O CJIM3MCTOM HOCOTJI0TKH - oOHapyxeHa PHK PC-Bupyca;

Ix0-KI' — oTkpeITOE OBaibHOE OKHO 2 MM. CoKpaTuTelIbHask CIIOCOOHOCTh MHOKap/ia JIEBOTO
YKEJTYJJ0UKa TOBBIIICHA;

¥Y3U OBII -nynouHas rpeixa,

IKIT - mpu3HaKu CUHYCOBOW TaXMKapIuu, HAPYIICHUE MPOIIECCOB PETOISIPU3ALNYA B MUOKAPIE;

PenTrenorpamma - npu3Haku JBYCTOPOHHEH MTHEBMOHUHU.

Bo Bpemsi naxoxaeHusi peOeHKa B CTallMOHApE COCTOSIHUE HE YIydIlanioch, OTMEYallach
OTpHUIlIaTeNbHAs JUHAMHKA: HapacTajga JbIXaTeldbHash HEIOCTAaTOYHOCTh, OOCTPYKTHUBHBIA CHHIIPOM,
MajJieHue caTypaluu, B KIMHUYECKOW KapTHHE OTMEUYEHO MOSBICHHE TeMOPParuuecKoro CHHIpoMa, Ha
8 neHb npeObIBaHUs B CTAlIMOHAPE MTPOU30IIIA THOENb peOeHKa.

[Ipu maToNIOr0aHaTOMUYECKOM HCCIEOBAaHUN Yy pPEOCHKAa C TUIHMYHBIMU MPOSBICHUSIMU
cunapoMa bekButa-BujemanHna BBISIBIEHBI MPU3HAKKM HWMMYHHOMHIOKPUHHOW HEIOCTATOYHOCTH
(Tumomnazusi BUJIOYKOBOM >Kene3bl ¢ TUM(OUIHBIM MOJaBICHUEM, pe3Kasi TUIOMIa3us (hOITUKYIOB
CEJIe3€HKH, aJICHOMATO3 KOpbl HAJAMNOYEYHHUKOB), TNPHUBEAIINE K Pa3BUTUIO JBYCTOPOHHEU
cyOToTanbHOW TIpuOKOBOI, THOMHO-HEKPOTUYECKOW MHEBMOHUHU, OpOQapHHIeabHOTO KaHINA03a,
KaHJAUJ03HOTO 230¢aruTa W TacTpuUTa, YTO BBHI3BAIO Yy pebOeHKa pa3BUTHE MOJUOPTAHHON
HEJ0CTAaTOYHOCTHU U (aTalbHBIN UCXO/.

JlaHHbBIN caydail CBUAETEIBCTBYET O TPYAHOCTSIX JICYCHUS MHTEPKYPPEHTHBIX 3a00JeBaHUH Y
nerer ¢ cuHApoMoM bekButa-Bunemana.

IIporno3 cunapoma bekButa-BuaemanHa 3aBUCUT OT BBIPAXKEHHOCTH KIMHUYECKON KapTUHBI U
COIMYTCTBYIOIIEH TMATOJNOTHU. YPOBEHb CMEPTHOCTH HOBOPOXKICHHBIX MpuOmm3utensHo 21%.
OcHoOBHas MpUYMHA CMEPTH: 3aCTOIHAS Cep/ieyHasi HEIOCTaTOUYHOCTb.
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