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CNYYAWN PEOKOWN XPOMOCOMHOW BOJTE3HU —
CMHOPOMA TPUCOMKK MO OJTMHHOMY
[MJTEYY XPOMOCOMBbI 17

B cTaTbe npeAcTaBneH cnyyar BbiSBAEHMS XPOMOCOMHOIO 3ab0feBaHus — CUHAPOMA TPUCOMUM MO ASIVHHOMY MfeYvy XPoMo-
combl 17. Y pebeHka MMeni MecTo XapakTepHbii (DeHOTUM C MHOXECTBEHHBIMI MasbIMV aHOMANMAMM Pa3BUTUS, BPOXKAEHHbI
nopok cepaua (BMC) 1 cocyamctsle aHoManuu. Kpome Toro, BbISIBNEHO Hanmn4e BPOXKAEHHOMO MOopoKa pa3smuTus nerkux (r-
nonnasus Nesoro Nerkoro, ABy0eBOe NPaBoe Nerkoe), YTo paHee He OMMUCbIBaNoChL B IUTEPAType Mpu J4aHHOM XPOMOCOM-
HoM 3aboneBaHuM. HabniofeHve 3aBepLNIOCh HACTYMIEHWEM NleTalbHOrO MCXOAA BCIEACTBME OCIOXHEHHOrO TedeHus BIC.

KJTFOYEBBIE CJTOBA: Tpuricomuisi o AsMHHOMY M1e4dy XPpOMOCOMbI 17, BDOXAEHHbIV MOPOK cepaua.

Chernykh A.A., Golomidov A.V., Lomshakov M.G., Ivanova A.V., Rytenkova O.l., Olennikova R.V.

Children’s City Clinical Hospital N 5,

Kemerovo regional clinical hospital, Kemerovo

THE CASE OF RARE CHROMOSOMAL DISORDER — TRISOMY OF CHROMOSOMIE 17 LONG ARM SYNDROME
The article presents the case of identification of the chromosomal disorder = trisomy of chromosome 17 long arm syndrome.
The child has specific phenotype with multiple small abnormalities, congenital heart defect and vascular malformations. Be-
sides, existence of congenital anomaly of lungs (left lung hypoplasia, right lung with two lobes) is revealed that earlier was-
n't described in literature at this chromosomal disorder. Observation ends with a lethal outcome owing to the complicated cur-

rent of congenital heart defect.

KEY WORDS: trisomy of chromosome 17 long arm syndrome, congenital heart defect.

pICOMUSA MO JUIMHHOMY TLJIEYy XPOMOCOMBI 17 —

CPaBHUTEJILHO PEJKOe XPOMOCOMHOE 3a001eBaHIe

(no panusmm Kupunosoit M.A. u coasr. [1] onu-
cano 17 GosbHbIX ¢ Takoll matosorueir). B Gobinumc-
TBe cJydaeB TpucoMus 17q cBsi3aHa ¢ TPAHCIOKAIMSAMI
y poautesieil, peske 0OTMeUaloTCs CIOpPaJniyecKue rnepec-
TPOUKHU.

CunHzipoM TIPOSIBIAETCS YMEPEHHOH BHYTPHYTPOOHOI
runorpocduetl, BBIPAKEHHON HI3KOPOCJIOCTDIO, 3aIEPKKOI
TICUXOMOTOPHOTO Pa3BUTHA, MUKpoIedaIneil ¢ HeoObId-
HO#T popMoit weperna (106 BBICTYTIAET, BUCOYHBIE OT/E-
JIbL Yeperia, HApPOTUB, 3anasiuue). Y jetell crapiie ro-
J1a 0GHAPY>KNBAETCST ACUMMETPHSI JIMIA. XapaKTepeH MbIC
Bosioc Ha JOy (<MK BAOBbBI»). Y HOJOBUHbBI GOJbHBIX
OITIICAHBI THIIEPTEJIOPU3M, STUKAHT, AHTHMOHTOTONTHDIH
paspes TJasHbIX Imeseil. OueHb XapaKTepHa CPeHss
YacTh JIUIA: CIMHKA HOCA YIJIONIEHA, POT MIMPOKUI C
TOHKOII BepxXHell ry6oit 1 OMyIeHHBIMI BHI3 YTOJKA-
MM, MEKPOTHATH. Y TOJOBHHBI OOJIbHBIX UMEETCs Pac-
mennHa Heb6a, Y OCTAJbHBIX — BBICOKOE HEGO. YIIHbIE
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PAKOBUHBI HECKOJBKO POTHPOBAHDI K3aJIH, PACIIOJIOKE-
ubt HU3KO. [1lest KOpOTKast, CKyIa9aTast, HU3KUI POCT BO-
Jioc Ha 1ee. JacTo OTMeYaeTcst IUCTAIBHOE CTOSTHUE COC-
KOB. Y MaJIbuMKOB B GOJIBIITIHCTBE CJIYYaeB UMEET MECTO
kpunropxuaM. OueHb XapaKTePHO YKOPOUEHUE TTPOKCHU-
MaJIbHBIX OT/IEJIOB KOHEYHOCTEIl: TJIeY4eBhIX KOCTel, B
MeHbIIell crereHn Oeiep, BO3MOKHDI MTOJIHIAK TS JIU-
60 CHHIAKTIINSI, KOCOJIATIOCTD, BOPOHKOOOPA3HAs IPy/I-
Has KJIeTKa.

ITopoku pasBuTHsI BHYTPEHHUX OPTaHOB MPECTAB-
JIEHBI TOPOKAMU CEP/Ia, MOY€EK, TOJIOBHOTO MO3Ta, MpH
9TOM B GOJIBIINHCTBE CJAYYAeB CTPYKTYPHBIE AaHOMAJIIH
OpraHoB U cucteM pasamdubl. OHAKO TPOTHO3 JJIST JKI3-
HU TIOJTHOCTBIO OTIPE/IEJISIETCST UMEHHO COCTOSTHIEM BHYT-
PEHHUX OPraHOB: JETU C TSIKEJIBIMU TIOPOKAMI MOTHOAIOT
BCKOpe TIOCJIe POXK/IEHUsI, Te Ke, Y KOTO TAaKUX MOPOKOB
HeT, JOKUBAIOT JI0 B3pOCJoTo Bozpacta [1, 2].

IIpeacraBiisieM BalieMy BHUMAHUIO CJIydail BbISIBJIE-
HUST CHHIPOMA TPUCOMUU TI0 JJIMHHOMY TLIEYY XPOMOCO-
Mbl 17 y HEJOHOIIEHHOTO pefeHKa ¢ MHOKECTBEHHBIMHU
MOPOKaMU PA3BUTHUSI, 3aKOHUHMBIINICS JIETATBHBIM HCXO-
JIOM Ha TPETHEM MECSIIe JKU3HU.

PeGenok Y., neBouka, or Matepu 24 jer. yKenmmHa
COMATUYECKH 3I0POBA, CTPAIAET HUKOTHHOBON 3aBUCH-
MOCTDBIO. AKYIIEPCKO-THHEKOJIOTHIECKUN aHAMHES3: Me-
cstarbie ¢ 12 Jiet, yCTaHOBIIINCD CPasy, PETYJISIPHBIE; MO-



CJTYYAW PEKOW XPOMOCOMHOW BONE3HU — CUHIPOMA
TPNCOMMUM MO AJIMHHOMY MJEYY XPOMOCOMbI 17

JioBast sku3Hb ¢ 19 jeT; B 6pake, MyKy 27 JieT, O CJIOB
JKEHIIUHBI — 3/10poB, Kyput. Hacrosiias 6epeMeHHOCTD
BTOpAsi, MIepPBasi 3AKOHYNIACH POKIAEHNEM 3/[0POBOTO 10~
HOTIIEHHOTO peGeHKa.

B sKeHCKYIO KOHCYJIbTAINIO O TI0OBO/Ly OepeMeHHOC-
TH JKeHIMHA o6paTuiach B cpoke 26-27 nemenp. Ha mep-
BoM Y 31, IpOBEIEHHOM TI0 MECTY JKUTENBCTBA, 310103~
PEHO HAINYIe MHOKECTBEHHBIX BPOJKIEHHBIX TIOPOKOB
pasBuTHs, IS AajbHeero o6caeJ0BaHIs JKEHIMHA
HAaIpaBJieHa B JKEHCKYI0 KOHCYJIbTainio O6JacTHOTO KJn-
Hyeckoro nepunaraaboro nenrpa (OKIIID r. Keme-
POBO.

Ha Y31 8 OKIII] (cpok GepeMeHHOCTH MO TTOCAET-
Hell MeHCTpyaIy Ha MOMEHT HccyIeloBaHusg — 28,5 He-
JIeJTh) Pa3Mephl IJI0a COOTBETCTBYIOT 27,5 HemensM Oe-
PEMEHHOCTH, HETPOTIOPIMOHANBHBI (TMHA GeIpPEeHHBIX,
60JTBITIEOEPIIOBBIX, TIEYEBBIX KOCTEI COOTBETCTBYET 26 He-
neasaM, Gumapueranbubii pasmep — 30 negensam). Ot-
MEYaIOTCsl MUKPOTHATHS, YTOJIIEHNE TeHHO CKIa/IKu,
poTanys CTOI BHYTPD TMOA yTJaoM okosio 90°. Borasie-
HBI HEOTHOPO/IHOE TIOBBIIIEHNE 3XOTEHHOCTH SHI0Kap/Ia
JKEJTYJIOYKOB, YTOJIIEHNE U TOBbIIIEHUE 9XOT€HHOCTH
CTBOPOK a0PTAJbHOTO, MUTPAJBHOTO U TPUKYCINIAb-
HOro KJjananoB. Takske NMeIT MeCTO MHOTOBO/IHE, NCT-
MUKO-TIEPBUKAIbHAS HeocTaTouHOCTh. C pesdysbraTtaMu
Y 3U sxeHImmHa 0CMOTPEHa aKyIePOM-THHEKOJIOTOM KeH-
ckoii korcyabrarmu OKIILL, pekoMenoBano mpoBezieHie
MEPUHATAIBHOTO KOHCIJINYMA, Ha KOTOPbIH GepeMeHHast
He siBUJIach. JKeHCKY10 KOHCYJIBTAINIO 110 MECTY JKUTEJIbC-
TBA JKEHIIMHA B JIATbHEIIIEM TaKKe He Mocelasa.

Poskzierne peGerka IpOUCXOJUT HPU CPOKE TeCTAINH
32 Henenu B pOIUIBHOM JIOME TIO MECTY JKUTETbCTBA Ma-
Tepu, Ky/a KeHIimHa obpaTuiaach B I nepuoje pojios.
Macca nipu poxkaenun 1750 T, minHa Tesa 39 cM, oreH-
ka mo Amrap 6,/6 GamnoB. C poKAECHUS UMEET MECTO
TSIKeJIast JbIXaTeJbHast HelOCTaTOYHOCTD, paciieHeHHast
kak npossienne P/ICH. Pe6enok naty6npoBan, B34T
na BJI, sangoTrpaxeanbho BBesieH Kypocypd. Otmeuaet-
¢s1 HeCTaGUIIBHOCTD 1IEHTPATBHON TeMOIMTHAMIKH, HaYa-
Ta nHQY3na fodamuHa. K KOHIY TepBbIX CYTOK KU3HMU
BbIE3/THON HEOHATAJIBHON PEAHNMAITHOHHO-KOHCY IbTATHB-
HOIT 6pura/oii peGeHoK /I0CTaBJIeH B OT/IEIeHIe PeaHnMa-
UM ¥ UHTEHCUBHOI TEpAIi HOBOPOKIEHHBIX /leTCKOil
TOPOJICKON KInHIYecKoi Gosbuibl Ne 5 . KeMeposo
(OPUTH ATKB Ne 5).

Cocrosinue IpH MOCTYIUIEHUH B OT/IeJIEHHE TSDKEJIOe.
B kJiHUKE JOMUHHUPYET AbIXaTeTbHAsT HEAOCTaTOUHOCTD,
peGenok naxoautcs Ha UBJI. O6paiaer Ha ce6st BHU-
Manue (heHoTHN pebeHKa ¢ MHOKECTBEHHBIMU MaJIbIMI

CBepeHus 06 aBTopax:

AQHOMAJINSAMHI PA3BUTHS — TUNEPTEIOPHU3M IJIA3HBIX ITie-

Jieit, yIJIomeHne CIIMHKKE HOCa, TOHKast BEPXHsis ry6a,

MUKPOTHATHSI, BBICOKOE HEOO, HI3KOE PACIIOJIOKEHHE YIII-

HBIX PAKOBIH, KOPOTKAs CKJIAYaTAs IIes, AICTATbHOE

cTosTHIE COCKOB. Tesocoxkenne HeMPONOPIIIOHAIBHOE,

KOHEYHOCTH YKOPOUEHBI, TIPEMMYTIIECTBEHHO 32 CUeT ITPOK-

CUMAJIBHBIX OTJIEJIOB, CTOIbI POTUPOBAHbI BHYTPb (puc. 1).
W3 ocobennocreii mapaxJIIMHAKI:

- yMepeHHO BhIpaKeHHas TYMOPAJbHAs aKTHBHOCTD —
Heirpoduibhbiil aeiikonuros (elikouutsr 13,6 x
10°/n, I1 — 3, C — 73, J1 — 18, M — 5), nosbliie-
nne CPB 10 5,5 Mr/u;

- pentrenorpadus OpraHOB TPYAHOH KJIETKH — Kap-
tnaa P/ICH;

- Y3U rosoBHOTO MO3Ta — yYMEpPEHHBII MepUBEHTPH-
KYJISPHBIN OTeK Ha (DOHEe He3pPeJOCTH CTPYKTYp TO-
JIOBHOTO MO3Ta;

- Y 3U opranHoB GpIONTHOII MOJOCTH, MOYEK — CTPYK-
TYPHBIX N3MEHEHUI He BBISBJICHO;

- 9x0-KI' — MbImieyHbrit gedekT MexXKeTryI0uKoBOi
neperopoaku (JIMYKII) B cpexreil Tpetu AnaMeTpoM
2,5 MM, OTKpPbITbIi aprepuasbtbiii mpotok (OAIT) au-
ametpoM 2,0 MM, ¢ yYMEepPEHHBIM JIEBO-TIPABBIM COPO-
COM, TIPU3HAKW FeMOJNHAMIYECKNX HAPYIICHUH OT-
CYTCTBYIOT;

- HampaBJeHa KPOBb Ha HCCJIEJOBaHIE KapHOTHIA.
B nepsble /i1 IPeObIBAHNSI B OTAETEHUN COCTOSTHIE

pebeHKa ¢ MOJIOKUTENTbHOI AnHaMuKoit. OTMevaeTcst per-

pecc ABIXaTeabHON HeJJOCTATOYHOCTH, PEXKUM pecrupa-

TOPHOH TOJIEPKKI CMATYEH /[0 YPOBHS BCIIOMOTATEh-

noit UBJI. Omrako Ha BOCBMbIE CYTKH JKU3HU COCTOSTHIIE

YXYAIIMIOCH — OTMEUEHO B3/yTHE KUBOTA, PeOGEHOK TIe-

pecras ycBanBaTh MIHTaHNe, HapacTala HHTOKCHKAIINS.

BHOBDb ycnamnces JpIxaTeabHbIe HApyHIeHnA. B mapak-

JIMHUKE: CABUT JeHKonuTapHoii gpopmyibl Biieso (Jieii-

korutol 13,4 x 10°/n1, 9 — 5, Muen — 4, 10 — 4, II —

18, C — 20, J1 — 21, M — 24); no Y 3U opranos 6piom-

HOI TI0JIOCTN — YTHETEHTIe TIePUCTAIBTHKY KUIIEYHIKA 6e3

CTPYKTYPHBIX M3MEHEHUI KUIIeYHOH CTEeHKH, aTOHUS

JKesaHoTo My3bIpsa. OnnoBpeMento Ha IX0-KI BbIsB-

Jeno ysemndenne amamerpa OAII mo 4 MM, BbIpaskeH-

HDBI JIeBO-TIPaBBIil cOPOC, TIPN3HAKY THIIEPBOIEMIH Ma-

Jioro Kpyra KpoBooOpamienus; Ha IKI — napymienne

IIPOBe/IeHNsT UMILyJIbca 110 IIpaBoil HOXXKe Iyuka l'uca,

TOBBITIEHNE TTOTEHITIAIOB MHOKAp/a JIEBOTO JKeJTy/104-

Ka, BbIPA’KEHHBbIC HAPYIIEHNS B COCTOSHHUN MPOIECCOB

PETOIAPU3AIIHT TI0 TIepeHed, TIepe/iHe-TIeperopooYHOH

006JIaCTH JIEBOTO JKeJyIouKa. PeGerKy BbICTABJIEH [(Har-

no3: HOK I. IIpoBesiena cMena anTHOAKTEPHATBHON Te-
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CIYYAW PEAKOVI XPOMOCOMHOW BONE3HW — CUHOPOMA
TPUCOMMM 1O AJTMHHOMY TJTEHY XPOMOCOMBbI 17

PucyHok 1
®deHoTun pebeHka Y. B Bo3pacre 1,5 Mecsiues
(nocTKoHUeNnTyanbHbIN Bo3pacT 38 Hepenb)

pamnmn Ha IpenapaTsl pesepBa, MOKJI0UeHa TIPOTHBOT-
pu6koBag Tepanusa. OCMOTPEH KapAUOIOroM, HapacTa-
une pasmepoB OAII pacrieHeHO Kak CJIe/ICTBHE aKTHBA-
1nn nH@exrmonHoro nporecca. C yuetoM ganHbix IKI,
HadaTa KapAuoTpoduyecKast Tepanus snabkapoM. Has-
nauenue llegea mpornBonokasaHo.

ITocte KOPPEKIUH TEPAINH COCTOSIHHE peGeHKa CTa-
6mn3upoBaioch. OTMeUEHbl Perpece KJANHIUKH HHTOK-
CUKallUM, yMEHbIIeHUe IYMOPAJIbHOI aKTUBHOCTH, BOC-
CTQHOBWJICS TTACCASK TI0 KTy JOYHO-KUTIETHOMY TPAKTY,
BO300HOBJICHO 3HTEPATbHOE KopMienue. OHAKO BbIpa-
JKEHHbIE bIXaTe/IbHbIE HaPYHIEHNA COXPAaHAINCD, TTOTIbIT-
ki cMsruennst pexkuma VBJT Gesycnermnbl. Ha 9xo-KT

Information about authors:

nuamerp OAII coxpansisics va yposue 4,0-4,5 MM, 1iep-
CIICTHPOBAJ JIEBO-TIPaBLIl cOPOC, MOSABIIIACH TUIATAIINS
JIEBBIX OT/IEJIOB CEP/IA; BBIABICHO PACIINPEHIE TTPOK-
CUMaJbHOTO y4YacTKa JieBOIl KOPOHAPHOW apTepuu /10
2,2 MM, 3amolo3peHa aHOMAJINST PA3BUTHUS ee JTUCTAJb-
ubix BetBeii. Ha OKI morentmasbl MIoKapaa JeBOTO
JKETY0YKA OCTABATICH TIOBLIIICHHBIMI, COXPAHSIICH
HapPYTIEHIS TIPOIECCOB PENOJIIPU3AIN, OTMEYAI0Ch Ha-
pacTranue MOTEHIIAJIOB MIOKap/a TPaBOTO TPEACEPNs.
VMeo MecTo MOBBINIEHNE YPOBHSA KapAHOMapKepoB —
tpomorm I 0,744 ur/mm, NT-proBNP 262 rr/mu. Pen-
TTEHOJIOTIYECKHN OTMEYANINCh HapacTalolee YCUIeHTe Jie-
TOYHOTO PHUCYHKA, (POPMUPOBAHIE MTPABOCTOPOHHE oda-
TOBOI MTHEBMOHNM, KOTOpasl paclieHeHa KaK 3acToiHas.
Y4anThIBas KIIOYEBYIO POJIb HAPYIIEHNH TeMOIMTHAMIKA
B MJIOM KPyTe KPOBOOOPAIIEHNUST B TEHE3€ [IbIXATEHHDBIX
HapyIIEeHNH, B JJe9eHIe K KOHILY 2-1 Heen XXU3HU J0-
GaBieHbl JINYPETHKH, B Bo3pacTe 1 Mecsiiia — sHaIANpII.
[TpososKart noaydaTb aHTHGAKTEPUATBHYIO TEPATIHIO TTpe-
napataMu pesepBa, NMPOTHBOIPUOKOBBIE TIPENAPaThI.

Ha BTOpOM MecsIe *KU3HN MOJYYeH Pe3yabTaT ncc-
JegoBanus Kapuoruna peGenka (puc. 2). Boissieno ma-
Jindme n30XpoMocoMb 17 mo anuuaOMY 11edy. PeGeHok
OCMOTPEH TEHETUKOM, BbICTABJIEH JUArHo3 «TpI/ICOMI/IH
JUTTHHOTO TI7Ieda XPOMOCOMBI 17».

Ha ¢one mpoBoauMoii Teparun cocrosiiie peGet-
Ka C IO0JIOKUTeNbHONI AuHaMUKOR. VIHTOKCHKALUS KU~
HIYECKN HMCYe3a, OTMedaeTcs] HOpMalIn3anns IToKasa-
Teselt rymMopanbHoit aktuBHOCTH. Ha Dx0-KI' mmamerp
OAII ocraercst npeskHuM, cOpoc AByHanpasiennbiii. Ha
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IKT orMeueHo HEKOTOPOE YMEHBINIEHNe HATPY3KH Ha OT-
JIeqTbI cep/ilia, HapyIIeHNus MPOIeCCOB PETOISPU3AITIH
coxpansaoTcsa. HeckonbKo CHIDKAeTCsS ypoBEeHb Kap/ain-
oMapkepos — tpororus I 0,508 ur,/miu, NT-proBNP
219 nr /M. PentreHosnorndyecku MHGUIBTPATUBHDIE 13-
MEHEHNsI CAHNPOBAHDBI, COXPAHSAETCS YCUJICHNe JIETOUHO-
TO PHCYHKA.

B Bospacre 6 Heziesb )KU3HI PeGEHKA y/IAETCS IKC-
TyOMpOBaTh, PeCHIPATOPHAS MOAEPIKKA MPOJOLKEHA
MetogoM CPAP depe3 mazampuyio Macky. IIpogoska-
eT Hy)XAaTbes B gotarmu Oy, B CBA3M € 4eM 3aIM0/103pe-
HO popmupoBatue Gporxoseroutoii auciiasuu (BJIT).
Hauwarta Tepanms gekcameTasoHoM, Ha (oHe KOTOPOIT B
TevyeHre Hezean pebeHok oriyden or CPAP, oxHako Ky-
MHPOBaTh 3aBUCHMOCTL oT Oy He ygaercs.

K nByM Mecsmam KI3HH BHOBbL OTMeYaeTcsl Hapac-
TaHue NPOSIBJIEHUIT HEJJOCTATOYHOCTH KPOBOOOPAIIEHHSI.
KimHnyeckn — TaxuHo?, yMepeHHble HapyleHus: Ou-
oMeXaHHKH AbrxaHust, Oy-3aBucnmoctsb. Ha 9xo-KIN —
napactanue guamerpa OAIIl 1o 5,1 MM, BbIpaskeHHbIE
reMoiMHaAMIYeCKue HapyuieHus (JuiaTaius JeBblX OT-
JIEJIOB cep/iiia, runepTpodust MHOKap/ia 060MX JKeTy/104-
KOB, JHACTOJIIMYECKOe 0OKpabIBaHIe BHYTPEHHIX OpP-
ranos). Ha 9KT mapacraer Harpyska Ha IIpeJcepaus,
HAPYIIEHUSs IPOIECCOB PENOJISIPU3AINT TPHOOPETAIOT
nH(papKTOMOAOOHBIN XapakTep. Pe3ko HapacraeTr ypo-
BeHb KapanoMapkepos — tpomonnd I 1,346 ur,/mr, NT-
proBNP 1492 nr/ M. BbisiBJIeHBI HITEMUYECKUE T3Me-
HEHUs B 0YKaxX (BbICOKasA 9XOT€HHOCTD MAPEHXUMbI, [IPH
JIOTUIEpaHTHOT AU TTPOCTESKUBAIOTCS TOJIBKO KPYITHBIE
COCY/Ibl, B APEHXUME KPOBOTOK He JIOLUPYETCsi), YPo-
BEHDb MOUYEBUHBI TIOBBIMIEH 10 25 MMOJIb,/ JI, KPEATHHIH
34 MKMOJTB,/JT; 3aT0I03peHa aHOMAJIHST PAZBUTISI METKIX
cocy/oB novyek. B mevennu noGasien neoron. IIposo-
JUTCSA HEOHATATbHBIN KapAMOIOTHIeCKNH KOHCHINYM,
TIPUHATO pelIeHue O 1eJIecO06PA3HOCTH TIPOBEICHNS OTIe-
paruBHOTO Jiedenns — kanmupoBanng OAIL Ha cremy-
IOIIIH JIeHDb TocIe KOHCHINYMa OTMeYaeTcsl HapacTaHue
notpe6nocTn B Oy, MOSBICHNE 3MN30/[0B allHO3; PeOEHOK
BHOBD B34aT Ha VM BJI.

B Bospacre 2 MecsieB S el peGeHOK TTePEBOIUT-
cs1 B Hayuno-ucciiejoBaTesIbCKUil MHCTUTYT KOMILIEKCHBIX

PucyHok 2
KapuoTtun pe6eHka Y.
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po06JIeM CepIAeTHO-COCYTICThIX 3aboseBannit CHOMPCKO-
ro oraenenns PAMH (r. Kemeposo), rie npoBoauTCs
omneparnBHoe Jederne — kimpoBanie OAIL IMocieore-
PAITMOHHBIN TTEPUOJT TPOTEKAET TKEJNO0, ¢ HapacTaHueM
JIBIXaTeJbHBIX HAPYIIEHUI 1 Cep/IeuHON HeJ0OCTaTOTHOC-
ti. Yepes /IBOe CYTOK IMOCJe olepainu MaHudecTupyeT
CHH/IPOM BepXHeil 10101 BeHbl. Eme uepe3 nsaTh auei
OTMEUYEHO TOSBJIEHNE KUAKOCTH B JIEBON TIE€BPATbHOI
MOJIOCTH.

B Bospacre 2 MecarneB 13 aneit pe6eHOK BHOBD TIe-
pesogurca B OPUTH JATKB Ne 5. CoctostHue Tsoxesnoe,
B KJWHUKE JOMUHUPYET HEAOCTaTOUHOCTH KPOBOOGpA-
mennst (crenens HK pacnienena kak 11B), nmeior Mecto
BBIpasKEHHDBIE JIbIXaTeIbHble HAPYIIeHns, o0muil oTed-
HpIi curapoM (oTekn Gostee BRIPasKEHbI Ha TOJIOBE, IIee,
BEPXHUX KOHEUHOCTAX ), MHTOKCcuKaius. Ha VIBJIL. ITa-
PaKJIMHUYECKN — TTPU3HAKN TYMOPATbHON aKTHBHOCTH
(mediTpodpumbblii nefikormros (mefikormrer 21,6 x 10°/11,
D—6,I1-6,C—69,JI —7, M — 6), nosblienue
CPB 50 18 r/1). Pentrenonornyeckn u Merogom ¥ 31
B TJIEBPAIBHBIX TIOJIOCTSIX BU3YAJTU3UPYETCS KUTKOCTD,
cmpaBa HagamadparMaJbHoO, cJeBa B GOJBIIOM KOJIH-
yectBe. Ha Ix0-KI mpusnakoB KPOBOTOKaA 1O apTepu-
QJIBHOMY TPOTOKY HET, IO KOHTYPY KeJTyJT0YKOB JIOIN-
pyeTcst moJiocka KuAKocTn mupuHoit 8 mm. Ha KT
AKTUBHOCTH MHUOKAp/a >KeTyT0YKOB U TIPeICepnii ¢ To-
JIOKUTETBbHON TUHAMUKON, HapyIIeHUs TPOTECCOB pe-
MOJIIPU3AINN HECKOJTbKO MeHee Bbipaskenbl. Ha Y3U
MOYeK COXPAHSIOTCS CTPYKTYPHBbIE N3MEHEHNUsT TTapeHX -
MBI UIIEMITYECKOTO XapaKTepa, PUCYHOK BETBeN peHaJIb-
HBIX COCYIOB TIPOCTEKUBAETCS TOJBKO BJOJb THPUMU-
JIOK, B MApeHXNMe OTCYTCTBYeT; YPOBEHb MOYEBUHBI U
KpeaTnHnHa HOPMaJbHBIH. XUPYProM TPOBEIEHO Jpe-
HUPOBAHUE JIEBOI MJIEBPATBHOI MOJOCTH, TOJydeHa X-
Jie3Hast JKUIKOCTh. B JledeHnn MpogoKeHbl aHTnOaK-
TepHaJbHAS W TIPOTUBOTPUOKOBAS TepaTs, TNYPETUKH;
SHTEpPATbHOE KOPMJIEHNE OTMEHEHO.

HecMoTpst Ha mpoBoAMMYTO TEPAIIIO, Y peGeHKa TPOT-
peccupyer TOJTHMOPTaHHAs HEeJOCTATOYHOCTh, HAXO/NT-
ca na VIBJI. Ilo apenasky JeBoil 1mieBpaJbHOM MOJOCTH
MIPOJIOJIKAET OTTEKATh XWJIe3Hast KUIKOCTh. B muHaMu-
Ke OTMEYEHO yBeanmdeHrne oGbeMa KUAKOCTH B TTOJOCTH
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HepuKap/a, AecTabuan3alis HeHTPaIbHON reMojinHa-
MuKd. XUPYProM 1poBejieHa TyHKIS epHKapAa, K-
KOCTb yJaJieHa; HA4aTo BBeJeHNe KapHOTOHUKOB, Te-
MO/IMHAMHUYECKUE TTOKA3aTeH HOPMAIU30BAJINCD.

K Bospacty 2 Mecarnen 19 gmeil y pe6enka oTMeda-
eTCsI IEKOMITEHCAINsT BUTAJIbHBIX (QyHKIMiT. BHOBD Ha-
KaIlJIMBAETCS] JKUJKOCTb B MOJIOCTH TI€PUKAp/a, UMeer
MeCTO KJMHHMKA TaMIOHA/bl cepila. XUpyproM >Kuj-
KOCTb y/la/leHa, OJIHAKO CTaGUIN3UPOBATh TEMOJANHAMI-
Ky He yJlaeTcsi, yCUJIeHHe KapJAnOTOHUYECKON T0//iep-
&K1 6e3 achderra. OTMEUAIOTCsT JEKOMIIEHCHPOBAHHDIE
HapyleHus: razoo6Mena n MeraGosnama. Manudecri-
pyer [IBC B Buie KPOBOTEUEHNUS U3 JKEIyIKA W MeCT
uHbeKIpit. HecMOTpst Ha MIPOBOJANMYIO MHTEHCUBHYIO Te-
pammio, BrJodasg VBJI, kKapIMOTOHMYECKYIO MOJJIEPIKKY,
KoppekImio MetabomaMma, Tparcdysun C3I1 u O9MOVJIT,
B Bospacte 2 MecsieB 20 AHell TPOUCXOIUT OCTAHOBKA
Cep/IeuHOIl /lesiTeIbHOCTU. PeannMalioHHbie MepOTIpH-
atng B Tederne 30 MUHYT Hea(P(EKTHBHBI, KOHCTATH-
poBaHa OMOJIOTUYECKAS] CMEPTh.

[Tpu 11aTOJIOr0aHATOMIYECKOM HCCJIE/JOBAHUN Belllec-
TBO Mo3ra japsibioe, Maccoit 500 T, 0T€YHO, U3BUIUHBI
1 GOPO3/IbI CrIIAXKEHbI, JKeJY0UYKH MO3Ta He paciiipe-
HbI, ATIEH/IMa ry1ajikast, Gaectsiiast. Cocyancrbie cre-
TEHUS] OJTHOKPOBHBIE.

Tonorpacust BHyTpEHHUX OpraHoB 1paBuibHas. Cripa-
Ba B TJIEBPAJIbHOI TToTocTr 12 M1, caeBa — 20 M JKeJI-
TOII TIPO3pavHoil KuAKoCTH. B OpiomHoil nosoctu 2 Mt
TaKoW e >KMAKOCTU. B mosocrtu cepiedHoil copouxku
coxepxumoro ner. Cepane mMaccoii 26 T (cooTBETCTBY-
eT BO3pacTHOi HOpMe), 4 x 3 x 1,5 cM (nopma 3,4 x
4,0 x 2,8 cM), cpOPMUPOBAHO MPABUIBHO, COCY/IbI OT-
XOAAT THIMYHO (JMCTaTbHBIE OTAENbI KOPOHAPHBIX ap-
Tepuii He UCCHIeOBAHbI), OBAIBHOE OKHO OTKPBITO, ap-
TePUAJIbHBII MTPOTOK IMEPeKaT MEeTAIINIECKONH CKOGOI.
Y BepXyIIKU cep/iiia B MbIIIEYHO 9acT MEXIKeTy /104~
KOBOII eperopoaku gedext auamerpom 0,3 cM. Mpri-
1a cep/ia GJ1eIHO-KOPUYHEBOTO 11BeTa. ToHa CTeHKN
Jesoro sxemxyaouka 0,6 cm, mpasoro 0,3 cMm. [Tepumerp

JIETOUHOH aptepuu 3,7 c¢M, aopThl 3 cM. IIpocseT Bep-
XHeil 110J10i1 BeHbI 06TYPHUPOBAH TPOMOGOM CEPOro I1BeTa.
[TpaBas 1nouyevyHast apTepusi OTXOIUT OT YPEBHOTO CTBO-
Jla, JIeBasi — OT AOPTHI.

Jlerkue BBIOTHSIIOT OGBEM TIEBPATBHBIX MOJIOCTEN
He MOJHOCTBIO, TEMHO-KPACHOTO 1[BeTa, Ge3BO3/LYIIHbIE.
ITpaBoe nerkoe maccoii 37 r, eBoe — 23 T (HopMa 33 1).
CrpaBa 1 cJieBa Jierkue cOCTOsIT U3 JABYX poseii. Ky-
COYKH JIETKUX U3 BCEX OT/IEJIOB TOHYT B BO/JE.

[Toukn paBHBIX pa3MepoB, 6 X 3 X 2,5 cM, CHHIOINI-
HO-KpacHoro nsera, Maccoit 93 T (mopma 40 r), Kamcy-
Jla CHUMAETCsT JIETKO, OOHAXKAsT 0JIbYATYIO OBEPXHOCTD,
Ha paspe3e KOPKOBBIN 1 MO3TOBOI CJION CJIa00 Pa3/INyun-
Mbl. Benosnoe pycJio 1novek He uccsegoano. Jloxanku,
MOYETOYHUKU, MOYEBOH Iy3bIPh UMEIOT 0OBIYHOE CTPO-
eHue, CJAU3NCTAsl He N3MEeHEeHaA.

I'ucToI0rMYecKu: B rOJIOBHOM MO3Te BbIPasKEH HepH-
BACKYJISIPHBIN 1 EPUIE/JTIOSPHbII OTEK, NIeMIYecKre
n3MeHeH!sI HePOHOB; B MHOKAP/e OTMEYAIOTCsT IUCTPO-
(prueckne n3MeneHust KapAHOMHUOIMTOB, MEXKYTOYHBIN
OTeK; B JIEFKHX AJTbBEOJIbI BCIO/LY CHABIIHECS, KAIMJLIS-
PBI PE3KO TIOJHOKPOBHBDI, ITPOCBETHI MEJIKUX GPOHXOB 1
GPOHXMOJI CIIABIINECST; B MOYKAX KIYOOUKH PE3KO MOJI-
HOKPOBHbI, ATIUTEJHH TPOKCUMATIBHBIX KAaHAJIBIEB B COC-
TOSTHUK OEJIKOBOI 3€PHUCTON ANCTPOdUN, CTPOMA BCIO-
Iy uMOUOGUpPOBaHA KPOBBIO.

OxoHuare IbHbIi JAHArHo3:

Ocnoenou: IMOpuodeTonaTns, CHHAPOM TPHCOMUN
JqumnHoro mieda 17-it xpomocombr: BITC, OAITI, Mbried-
uprit [IMJKII, coctosinue mocJie omepannn KJINITIPOBa-
nug OAII, HK III; rumomniasus JieBOTO JIETKOTO, /IBY-
JTOJIEBOE TIPABOE JIETKOE; OTXOK/IEHIE TTPABOil TOYeuHOM
apTepuu OT YPEBHOTO CTBOJIA; IBYXCTOPOHHSS KOCOJIA-
MOCTh; MHOKECTBEHHbIE MaJible AHOMAJMH PAa3BUTHUS.

Ocnosxnenus: CHHIPOM BepxXHeli TToJIoH BeHbl. /[Byx-
CTOPOHHMIT XUJI0TOpaKc, xumnonepukapa. BJI/I. [IByxcro-
POHHSS 3acToiHAas THEBMOHUSI.

@Don: Heponomennocts 32 uexpenu, IIKB 43 negem.
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