[®) ev-nc-nD

https://doi.org/10.21518/ms2026-005

KnuHnyeckuin cnyyaii / Clinical case
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Pestome

XpOMOCOMHble 601e3HM ABNSHOTCA XOTS M PELKOM, HO aKTyanbHOM NpobnemMoit ans nenmaTpuyeckoin npakTuku. Peakumm dopmamu
6onesHel NpUHATO cunTaThb Te 3aboneBaHNs, pacnpoCTPaHEHHOCTb KOTOPbIX B nonynsumnn meHee 10 ciyvaes Ha 100 000 uenosex.
K Takum Hozonormam oTHocutcs cunapom Opbenw, Tskenoe opdaHHoe 3aboneBaHue, onncaHHoe B 1962 r. H. Wang. Peakoctb
6one3Hn 0bycnaBIMBaET AVHMUYHbIE CTy4an ONUCAHWS AAHHOTO CUHAPOMA B IMTepaType. TeM He MeHee, U3BEeCTHbI MPUMepbl CUH-
npoma Opbenu y HOBOPOXAEHHbIX, FPYAHbIX AeTel, ieTel B Bo3pacTe 6 U 13 neT, u aaxe y B3poC/bix Nofaei. KnMHUYecku AaHHbIM
CMHAPOM Yallle BCEro nNposBAseTcs rpybbiMmn NOPOKaMu pa3BUTUS OPraHOB M CUCTEM, 3a4,€PXKKOM GU3MYECKOro U HEPBHO-MNCUXM-
yeckoro pa3sutus. [lpencTaBneHHbIV B CTaTbe KNMHMYECKUIA ciyvait cuHapoma Opbeny noaTBepxKaeH METOAOM KapuMOTMIMPOBA-
Hus (46, XY, del(13)(g22)). KnuHnueckn 3aboneBaHme xapaKTepmM30oBanioCb MHOXECTBEHHbBIMU BPOXAEHHBIMU MOPOKaMMU Pa3BUTUS
B BMAe MuKpouedanuu, runocnagnm, KpUntopxmsma, AeopMaLmm roneHoCToMHOro CycTaBa, KOHTPAKTYPbl KOMEHHbIX CYCTaBOB,
BapyCHOM MOCTaHOBKM CTOM, PacCLLeNnMHbl TBEPAOrO W MArkoro HEéba. MHCTpyMeHTanbHoe obcnenoBaHue BbISBUIO anobapHyto
rononpo3aHuedanuio, rMNONAasmnio NOYEK U BPOXAEHHbIM MOPOK cepaua. Pe3ynbraTbl pacluMpeHHOro HeoHaTanbHOro0 CKPUHMHIA
MO3BOAWAN AMATHOCTMPOBATb Y pebeHka NepBUYHbIA UMMYHOAEMULMNT U HapyLIEHWE aMUHOKUCIOTHOTO obMeHa. PebeHoK npu3HaH
HY>XOQIOWMMCS B NaNAMaTUBHON MeAULMHCKOW MOMOLUM. YCTaHOBEH HEGNAronpuSTHbIA MPOrHO3 ANS XM3HM NO COBOKYMHOCTU
naTonoruun. JaHHbIM KIMHWUYECKUIA CyYai NoAYEPKMBAET BaXXHOCTb NMOBCEMECTHOIO BHEAPEHMS NONHO3K30MHOMO CEKBEHMPOBAHMS
6ynyLwmx poanTeneit Nnpu NNaHMPOBaHNM BEPEMEHHOCTM C LENb0 NPeAoTBPaLLEeHNS NOAOOHbBIX THKENbIX HO30M0MMA.

KntoueBble cnoBa: cuHapom Opbenu, aetu, XpoMocoMma, Aeneums, KIMHWKa, NPOrHo3

Inga untupoBanusa: Kawupckas EN, Demuposa PA, Cepruenko O®, bespykosa JA, ConpyHosa VB, TiopuHa OA. CuHapom Opbenu
y pebeHka: cnyyan 13 npaktnkun. MeduyuHckul cosem. 2026;20(1):212-216. https;//doi.org/10.21518/ms2026-005.

KOHd)ﬂMKT UHTEpeCoB: aBTOPbl 3aABNAKOT 06 OTCYTCTBUU KOH(D}'H/IKTa MHTEPECOB.

Elena I. Kashirskaya*?, kmn2001 @mail.ru, Rimma A. Demidova?, Diana F. Sergienko?, Dina A. Bezrukoval, Irina V. Soprunova?,
Olga A. Tyurina®

t Astrakhan State Medical University; 121, Bakinskaya St., Astrakhan, 414000, Russia

2 Regional Perinatal Center; 2, Tatishchev St., Astrakhan, 414056, Russia

* Regional Children’s Clinical Hospital named after N.N. Silishcheva; 6, Medikov St., Astrakhan, 414011, Russia

Abstract

Chromosomal diseases are, although rare, a pressing problem for pediatric practice. Rare forms of diseases are considered to be
those diseases whose prevalence in the population is less than 10 cases per 100,000 people. Such nosologies include Orbeli
syndrome, a severe orphan disease described in 1962 by N. Wang. The rarity of the disease causes isolated cases of descrip-
tion of this syndrome in the literature. However, there are known examples of Orbeli syndrome in newborns, infants, children
aged 6 and 13 years, and even in adults. Clinically, this syndrome most often manifests itself as gross malformations of organs
and systems, delayed physical and neuropsychic development. The case of Orbeli syndrome presented in the article was con-
firmed by karyotyping (46, XY, del(13)(q22)). Clinically, the disease was characterized by multiple congenital malformations
in the form of microcephaly, hypospadias, cryptorchidism, deformation of the ankle joint, contracture of the knee joints, varus
position of the feet, cleft of the hard and soft palate. Instrumental examination revealed alobar holoprosencephaly, renal hypo-
plasia and congenital heart disease. The results of expanded neonatal screening made it possible to diagnose the child with
primary immunodeficiency and a disorder of amino acid metabolism. The child was recognized as in need of palliative medical
care. An unfavorable prognosis for life based on the totality of the pathology has been established. This clinical case highlights
the importance of widespread implementation of whole exome sequencing of future parents when planning pregnancy in order
to prevent such severe nosologies.
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BBEAEHUE

Cunapom Opbenu (cuHapoM 13g-) - Tsekenoe opdaHHoe
3aboneBaHue, onucaHHoe B 1962 r. H.Wang [1]. TouHble cBe-
LEeHUS 3NNAEMMONOMMU [AHHOTO 3a601eBaHNS HEM3BECTHbI.
o HEKOTOPbLIM AaHHbLIM Y4ACTOTa BCTPEYAEMOCTU CUHAPOMA
Op6enu cocrasnset 1:100 000 HoBopoxAeHHbIX [2]. Hu3Kkas
pacnpoCTPaHEHHOCTb AAHHOMO0 CUHAPOMA OnpefenseT He-
60/1blIOE KONMYECTBO NUTEPATYPHbBIX UCTOYHWMKOB, B KOTOPbIX
BCTPEYAETCS OMMCaHue MM ynoMuHaHue cuHapoMa Opbe-
nun. TeM He MeHee U3BECTHbI C/1y4aun BbISBIEHUS W OMUCAHMS
[laHHOM NaTONOMMM He TONbKO Y HOBOPOXAEHHOIO, HO U y fie-
Te rpyaHoro Bo3pacta u 6-netHero pebeHka. OTMeyeHbl na-
LneHTbl B Bo3pacTe crapuwe 40 net [1, 3, 4].

CBg3aHO 3TO € TeM, yto 3abonesaHue, 06yCNoOBAEHHOE
XPOMOCOMHOW MaToNornei, MoXeT UMEeTb Pa3fiMuHble LKUTO-
reHeTM4Yeckne BapuaHTbl, KOTOPble B CBOK O4Yepefb MOryT
CUABHO pasnnyaTbcs. PazmMep XpOMOCOMHOrO fedeKTa Kpai-
He BaXeH, MOCKOMbKY MMEHHO OH onpefenseT KOMMNAeKC na-
TONIOTMYECKUX U3MEHEHWW, KIIMHUKY, MPOrHO3, NCX0abl 3a60-
NeBaHUS, @ TaKXKe NPOAOSIKUTENBHOCTb XXKU3HM.

CuHppom Opbenn BO3HMKAET B pe3ynbTaTe UHTEpPCTU-
LUManbHOW aeneumn AnuMHHoro nneda 13- xpomocomsl [5].
[eneunn MOryT HOCUTb CMOPALMYECKMIA XapaKTep, @ MOryT
6bITb YHACNeA0BaHHbIMKU. B BONbWIMHCTBE CIy4aeB CTPYKTYp-
Hble aHOManWM HaCeayloTCs OT poauTeNnei, UMEIOLWMX B Ka-
puvoTUNe XPOMOCOMHYIO NEPEeCTPOViKY, 4TO SABNSETCS CBOE-
06pasHbIM cerperauMoHHbIM rpy3oM pebeHka, NoCKONbKY
HEMWHYEMO NpMBeLYT K HApyLWeHWaM B MpoLecce Meiosa.
NaTonornyeckne U3MeHEHUs raMeToobpa3oBaHUs MOBMEKYT
hOopMMpOBaHMe 3apoabllieit C LeneumamMm U oynnukauus-
MW COOTBETCTBYIOLLMX CETMEHTOB abeppaHTHbIX XPOMOCOM.
B CBA3M C BbILEN3NOXKEHHBIM BaXHbIM NPELCTaBNSETCS BO-
NpocC MeAUKO-TeHeTUYEeCKOro KOHCYNbTUPOBAaHNUS poauTenei,
0C0OEHHO MMeLWMX / MMeBWKX AeTel ¢ cuHapomom Op-
6enu, Kak BO3MOXHbIX NOTEHLUMANbHBIX MCTOYHUKOB XPOMO-
COMHOW aHoManuu, Tem bonee B Cayvyae MHBEPCUM y4aCT-
KOB XpPOMOCOMbI Yy OAHOIO M3 HKMX. B 3ToM pakypce pabota
MeLUKO-TeHeTUYecKkom cnybbl mprobpeTaeT KOHTEKCT Npo-
FHOCTMYECKOM COCTaBNAOLLEN PEnpOaYKLMOHHOIO NOTEHLM-
ana CeMbMm, UTO SBNSETCS KpalHe BaXKHbIM Kak [/1s CaMoii ce-
MbM, TaK 1 B MaclWwTabax cTpaHsbl. NpodunakTMyeckon 4actoto
[laHHOM paboTbl MOXET CTaTb MO3TaMNHOE paclMpeHne Heo-
HaTaNbHOrO CKPUHWMHIA B YacTU pa3paboTKM M MpUMEHEHUS
nNporpamMM MONEeKYNPHO-FeHETUYECKOro CKPUHMHIA Byay-
Wmx poauteneit. [laHHas MHULMATUBA M3MIOXKEHA B NepeyHe
nopyyenuii MpesnaeHta PO no utoram 3acepanus locCose-
Ta PO no Bonpocam coumanbHom noaaepxku cemeit 8 PO ot
20.12.2024 r.Ne119rCh

Cnopagmyeckuii xapaktep MyTaLuii, XapakTepHbli ans
cuHapoMa Opbenu, 06ycnoBnMBaeT CTPYKTYpPHbIE U3MeEHe-
HUS XpOMOCOM, BO3HUKAIOLLME de novo B raMeToreHese uau
HemnocpeacTBeHHO Yy 3apoabiwa. B Takom cnyvae 3abonesa-
Hue ByneT npencraBneHo Mo3amyHon Gopmoi. B nutepaty-
pe onucaH cy4al MO3amMyHoro BapmaHta cuHapoma Opbenu

1 MepeyeHb nopyyeHwit MpesuaexTta PO no utoram 3acenanus locynapcreenHoro Coseta PO
o BONpocaMm couunanbHoi noaaepxku cemeit 8 PO ot 20.12.2024 r. N2119I'C. Pexxum poctyna:
http://www.kremlin.ru/acts/assignments/orders/76156.

y 13-neTHei neBouku (46, XX/46,XX/13q), koTopbli Ha GoHe
KMCTO3HOM AMCNIA3MK NOYeK NPUBEN K TEPMUHANbHOMW Mo-
YeYHOM HeLoCTaTOYHOCTH [6].

B 3701 CBA3M onpepeneHne MyTauMOHHOIO rpy3a B paMm-
Kax HEMHBA3MBHOMO NPeHaTabHOro TeCTUPOBAHUA C onpene-
nexHvem BHeknetoyHon JHK nnoga no KpoBu mMatepu gBnseT-
CS HaMBaXXHeNLen 3aga4en.

Yalle BCcero yHacnenoBaHHble MAKM CNOpagnyeckne My-
TAUMOHHble HapyweHus B CTpykType 13- XpOMOCOMbI
npuBOAST K POPMUPOBAHMUIO TaK HA3bIBAEMOM KONbLLEBOM
XPOMOCOMbI. ITO peaKoe reHeTM4eckoe OTKIOHEHWe, Kor-
[la xpoMocoma npuobpetaeT GopMy KonbLA, BOCCOELUHMB-
LWKMCb NOC/e pa3pbiBa, B Clyyae yTpatbl 06enx TeNoMepHbIX
COCTaBNAKOLWMX OQHOM XPOMOCOMBI. Pexxe BO3HMKaAKT npo-
CTble Aeneuuu OJIMHHOro naeya 13-M XpoMocoMmsbl. B Heko-
TOpbIX CAy4yasgx NepecTpoiku CONPSXKEHbl C BOBNEYEHUEM
NPOKCMMANbHOM YacTu AAUHHOrO nneya 13- XpoMoCoMbl
[0 cerMeHTa q32, 3aXBaToM 4acTu cermMeHTa q32 unm note-
pen cermeHTa ql4 [4].

BHYTpU- M MEXXXPOMOCOMHbIE U3MEHEHUS C COXPAaHEHUEM
O[HOM LieHTpoMepbI sBnstoTca bonee ctabunbHbiMu. Kak npa-
BUW/10, TAKME XPOMOCOMHble abeppaLMm COBMECTUMbI C Pa3BU-
TMEM M0AA W XMBOPOXAEHWEM. MIMEHHO 3TV Cyyau yale
BCEro BepUdULMPYIOTCS NpU NpOBEAEHMM NPEHATANbHOMO
MAW NOCTHATANIbHOO MOIHO3K30MHOMO CEKBEHMPOBAHMS.

Kak 6b110 Bbllle cka3aHo, NPOrHO3 U Ucxon 3aboneBaHus
HanpaMyto 3aBUCAT OT XPOMOCOMHOM MepecTponku. Tak, Ha-
npumep, aeneuns NpoKCUManbHOM YacTu AJMHHOTO nievya
[0 cerMeHTa q32 6yneT NposBnseTcs MUHUMANbHO, B BUIE
MasnblXx aHOManuin passutug. edekt cermeHta ql4 asnget-
€S 3HAYMMbIM (HAKTOPOM PUCKA Pa3BUTUS PETUHOBNACTOMBI,
a TSKeNble MOPOKM M aHOMANMKM BO3HMKAKT B C/ly4ae nopa-
XeHus cermeHTa q32 13-1 xpomocomsl [7].

KnuHunyeckn 13q cMHAPOM NPOSBASETCS COYETAHUEM YM-
CTBEHHOW OTCTANOCTW B CTaAMM ONUTodpeHUN UK MANOTUM,
C BbIPAXEHHbIM OTCTaBaHWEM B GU3UYECKOM U MOTOPHOM
pa3BuTUK, Mukpouedanunen, TpuroHouedanmen, gedexra-
MW BHYTPEHHWX OPraHoOB, OPraHOB 3PEHUS U OMOPHO-ABU-
ratenbHoro annapata [7]. U3HavyanbHO fetu ¢ CMHAPOMOM
Opbenun poxaatoTcs C HM3KOM Maccon Tena. XapakTepHbl-
MU ManbiIMU aHOMaNWAMU pa3BUTUSA SBAKAKOTCS TMNONa-
3ua 1-ro nanbua KUCTu, 1-iM NACTHOM KOCTU, KTMHOLAKTUAMS,
aCMMMETPUS KL, LUMPOKAs CMUHKA HOCa, 6onbline nedop-
MWPOBAHHbIE YLWHbIE PAKOBUHbI, BbICOKOE HEBO, MaNeHbKMI
noabopofok, runepTenopmsM, anukaHT. Matonorus opra-
HOB 3peHUst BKNOYaeT MUKpOhTaNnbMuUIO, KaTapakTy, peTu-
HobnacTtoMy 1 cTpabusm. [ledekTbl BHYTPEHHUX OPraHOB CO-
CTOSAT U3 BPOXAEHHbBIX NOPOKOB CEPALA, KMLWEYHMKA, MOYEK.
OTMeuaeTcs aTpesus nuuieBoaa, aHyca. Co CTOpoHbl Mouve-
BblAENUTENBbHON CUCTEMbI Haubonee xapakTepHbl annasus /
rMNonnasus U NOAMKMCTO3 Noyek. Y ManbinKoB BbISBNSIETCS
KpUNTOpXW3M, runocnaans [2, 8, 9].

Yawe Bcero getn ¢ cuHapomom Opbenu, nmetowne
rpybble MOpPOKWM Pa3BUTUS, HEXM3IHECTOCOOHbLI B0 yMU-
paloT Ha NMepBOM roay Xu3Hu. PoxaeHune Takoro pebeHka
COMPSXKEHO He TOMbKO C ero dM3nM4yeckMMmn CTpajaHUaIMu,
MOPanbHbIMW MEPEXMBAHUAMU CEMbU, HO U IKOHOMMUYeE-
CKMM BpeMeHeM.
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KIMHWUYECKUIA CNYYAIA

B nepuHatanbHbii LeHTp BY3 M3 ActpaxaHckoi obna-
ctn «/AMOKB» Ha popabl noctynuna 6epeMeHHas XeHLMHa,
npuexaslas u3 Pecnybnuku JarectaH. [eCcTaumMoHHbIA CpoK
Ha MOMEHT NOCTYN/EeHUs B CTauMoHap coctaBun 39,6 Hep.

lNpu cbope aHaMHe3a CTano M3BECTHO, YTO BepeMeHHOCTb
BTOpas. [lepBas 3aKoOHYMNACb CPOYHbIMU podamu B 2023 T.
n poxaeHueM pebeHka, Manbymka ¢ BecoM 3560. JaHHas be-
pEMEHHOCTb MpoTeKana Ha GoHe xenesoneduuUUTHOM aHe-
MWM W Yrpo3bl NPepbIBaHUA Ha cpoke 3-4 Hep. B cBS3M c ueM
XeHLLMHa Bblna rocnuTanmM3npoBaHa B CTalMOHap No Mecty
XuTtenbctBa B Pecnybnuke [darectaH. Haxoamnacb Ha cTauu-
OHapHOM neveHun B TeyeHue 10 gHen. Coctoana Ha yyeTe
B )XEHCKOM KOHCynbTaumm r. Kusngp.

B 14 Hen. 6epemeHHOCTM Npubbina B . ACTpaxaHb v BCTa-
Na Ha y4eT B XKEHCKOM KOHCY/bTaLMu I. ACTpaxaHu C Lenbto Ha-
61t04eHMs BpayoM akyLlepoM-rMHekonorom (ogopmneHa Bpe-
MEHHast perncTpaums no MecTy XKUTeNbCTBa Y POACTBEHHUKOB).
bepemeHHas 6bina ob6cnenosaHa. B pamkax ckpuHuHra | Tpu-
MecTpa NPOBEAEHO Y/IbTPa3BYKOBOE MCCEA0BAHME MNOAA, KO-
TOpOE BbISIBUMO 33A4EPXKKY POCTA U MHOXECTBEHHbIE BPOXAEH-
Hble MOPOKWM pa3BWUTUS NnoAaa. [MporHo3MpoBancs BbICOKMIMA
PUCK XPOMOCOMHbIX aHOManui. XXeHuwuHe 66110 Npesnoxe-
HO MpeHaTasbHOe KapuMoTMNMpOBaHue naoga. MonyyeH oTkas.

Ha cpoke 19 Hen. 4 oHg (Il Tpumectp) no aaHHbIM Y3M Tak-
e O0TMeyanacb 3afiepXKKa pPa3BUTUS M10A43, BPOXKAEHHbIE MO-
POKM pa3BUTUS LEEHTPaNbHOM HEPBHOM CUCTEMBI, CEPALa,
Moyenonosow cuctemsl. B Il Tpumectpe Ha cpoke 29 Hep, no-
BTOpPHO npoBeneHo Y3WM nnopa. OnpeneneHbl MHOXECTBEH-
Hble BPOXAEHHbIE MOPOKM pa3BUTUS Nnoaa: anobapHas ro-
nonpo3saHuedanms, QyHKUMOHANBHO €LUHCTBEHHbIV NEBbIN
Xenynoyek C atpesuneit TpUKYCNMAANbHOMO KianaHa, ABOK-
HOE OTXOX[EHWE MArucTpanbHbIX COCYLOB, FMNOMAA3ns Mno-
uek. Cnesyet OTMETUTb, YTO HECMOTPS HA OYEBUAHbIE NMPU3HAKK
XPOMOCOMHOM NaToN0rMMuM Nioaa, BKAYas rpybble aHoManum
pa3BMTUA, HA BCEX 3Tamnax NPOBEAEHWUS CKPUHMHIA XEHLUMHA
0TKa3bIBaNaCb OT NPEeHaTaIbHOro TeCTMpPOBaHMS nioaa U npe-
pblBaHUS HepemMeHHOCTW. [10BOAbI MEAMUMHCKMX PabOTHWMKOB,
04YeBUIHO, HE BbIIN NPUHATBLI U YCIbILWAHbI XKEHLLMHOW 1 ee My-
XeM. B 3Toi CBA3M BCeMY MeaMLMHCKOMY COOBLLECTBY CleayeT
3a[lyMaTbCsl O BO3MOXHbIX pblyarax BO34EMCTBMS U MOUCKE HO-
BbIX peLIeHWI, BKNtoYas 06s3aTebHble Mepbl U NMCUXONornye-
CKMe MexaHW3Mbl BO UMs COXPAHEHWS BArononyyms cemMbMm.

Ha popabl eHlMHa npuexana B nepuHaTanbHbli LEHTP
AcTtpaxaHckon obnactu. B nepuHaTtansHoMm ueHTpe [BY3 M3
ActpaxaHckoi obnactn «KAMOKB» Ha cpoke 39,6 Hef, KeHLLK-
Ha pofopa3peLlnnach ecTecTBeHHbIM nyTeMm. B okTsbpe 2024 r.
pogmncs Manbymk Becom 2050 r, poctom 44 CM 1 OKPY>KHOCTBIO
ronosbl 27 cM. OueHka no wkane Anrap coctasuna 5/5 6annos.
CocTosiHME NpU poxaeHun Tsxenoe. Habntoganncb KnuHude-
CKWE NPOSBNEHUS TSHKENOW aCHUKCUM M LbIXaTeNbHOW Heno-
cratoyHocTu |1l ctenenn. Yepes 20 MUH nocne poxaeHus pe-
6eHok 6bl1 NepeBeLeH B OTLENEHME PeaHnMaLMKM C Nanatamm
MHTEHCMBHOW TEpaNMM HOBOPOXKAEHHbIX.

Mo aHTponoMeTpMyeckMM nokaszatensM pebeHOoK, poXx-
[leHHbIM Ha cpoke 39,6 Hen., COOTBETCTBOBAN 33 Hep. re-
CTauMoHHoro Bo3pacta. [lpu ocMoTpe y pebeHka OTMeYeHb!
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MHOXECTBEHHbIE BPOX/EHHbIE MOPOKU PA3BUTUA: MUKpOLLE-
danus, rmnocnagma (MOWOoHoYHas ¢hopma), TpaBOCTOPOHHMIA
KpMNTOpXm3Mm, AedopMaLms rofeHoCTONHOro Cyctasa N1eBoM
HOrW, crnbaTenbHas KOHTpakTypa 060MX KONEeHHbIX CYCTaBOB,
pacLienunHa TBepAoro 1 markoro Héba. OTeepcTne Moveuncny-
CKaTeNbHOro KaHana CTeHo3upoBaHo. Y pebeHka OTCYTCTBO-
Ba/l NMepBbIM Maney, Ha NpaBOM pyKe, NEPBbIA Manew, neson
KMCTM rMnonnasupoBaH. BapycHas nocrtaHoBka cTon.

Mo pe3ynbrataM HeWpocoHorpadmm u Y3 BHYTpeHHMUX
OpraHoB BbigBAEHA anobapHas rononpossHuedanus, GyHK-
LIMOHaNbHO €AMHCTBEHHBIN XeNyaoyeKk C aTpesneit TpUKycnu-
[lanbHOro KianaHa, ABOMHOe OTXOXAEHWe COCYAOB C Bblpa-
YXEHHOW rMnonnasmei N1ero4Hon apTepum, rmnonaasms noyex.

C 1-x cyT. Xn3HM pebeHOK Haxoamncs Ha annapatHoi MBJ.
CocrosHme Taxenoe. OTMeYanuCb KIMHUYECKNE M BUOXUMM-
Yeckmne Npu3HaKM OCTPOro MOBPEXAEHUS MOYEK, HEONUTypU-
YeCcKui BapmaHT. B KpoBW HapacTan KpeatuHuH. 1o oaHHbIM
MYNbTUCNUPANbHOW KOMMbIOTEPHOW TOMOrpaduun opraHoB
FPYLHOM KNETKW BbISIBNEHO HaNM4YMe XUOKOCTU B NaeBpasb-
HbIX MONOCTAX C 06emx CTOPOH. B AMHaMuke BbinonHeHo Y3U
nerkux. Onpegenenbl 9XO-Npu3Haky aTenekrasa nNpaBoro
nerkoro u GubpuHOTOpaKca ¢ ToM e CTopoHbl. Cneea 6bin 3a-
MeTeH nneBpasbHbIN BbINOT. [laHHble NposBiaeHns Bbiin pac-
LleHEHbl KaK HEOHaTaNbHas MHEBMOHMUS, NNEBPUT.

B cBS3M C MHOXeCTBEHHbIMM NOPOKaMMK Pa3BUTMS Malb-
UMK OblN KOHCYNBTUPOBAH AETCKUM YPOOroM, KapAnoaoroM,
opToneaoMm, o@TanbMONOrOM U reHeTUKOM.

PebeHky npoBeaeH pacCliMpeHHbI HeOHATaNbHbIA CKPU-
HUWHT, N0 pe3y/nbTaTaM KOTOPOrO BbISBIEHO CHUMXKEHUE YPOBHS
KREC Hmxe norpaHuyHbiX pedepeHCHbIX AaHHbIX. 3HaYeHUs
dbeHunanaHnHa, METMOHUHA, NeLMHa, NPOIMHA 0Ka3anucb
BblLLUE YCTAHOB/IEHHOM HOPMbI. TakuM 0bpa3oMm, y pebeHka
C rpybov MHOXeCTBEHHOM NaTONOrMen OpPraHoB U CUCTEM
6bl1 AMArHOCTMPOBAH MEPBUYHBIA UMMYHOAEDULMT U HapY-
LeHne aMMHOKMCIOTHOrO obMeHa.

Ha 12-e cyT. xu3Hu pebeHka 66110 NpoOBEAEHO KapuoTh-
NMMPOBaHWe, MO pe3ynbTaTtaM KOTOPOro 0BHapyXXeH MYXKCKOW
aHOManbHbIM HecbanaHcMpoBaHHbIM kapuoTun (46, XY, del(13)
(922)). bbina BbigBNEHa aeneuuns AnvHHOro naeya 13-i xpo-
MOCOMbI. [EHETUKOM BbICTaBNEH AMarHo3 «CuHapom Opbenns.

B panbHerwem no pesynsrataM NOBTOPHOM HEAPOCOHO-
rpadun Bbin BbiSBNEHbI MHOXeCTBEHHble naTonornn LIHC:
obenHeHWe pucyHka 60po3a M U3BWAWH, NapeHXUMbl B 106-
HbIX J,ONSX, OTCYTCTBME MEXNOoNyLapHoW 60opo3apl, MO30n-
CTOe Teno u cepn He onpeaenanucs. Yepes 16 aHer nosTop-
HO npoBeneHo Y3 ronoBHOro Mo3ra. [ToMMMO BbISIBEHHbIX
paHee MaTonorni 06HaPYXMNOCh CAUSHUE BOKOBBIX XKeny-
[LOYKOB B eAMHY NoNocTb. MonoxutenbHas AMHAMUKA He
Habntopanack. 1o pe3ynbrataM NOAYYEHHbIX AAHHBIX ObiN0
coenaHo 3akntoyeHme 06 anobapHoi rononpo3aHuedanmu.

Mo peweHuto BpayebHom komuccum ot 22.11.2024 pe-
6eHOK MpU3HaH HYXAAOLWMMCS B NaNANATUBHON MeLULMH-
CKOM MOMOLLM.

B anHamuke coctosHme pebeHka ObiNo OLEHEeHO Kak CTa-
6unbHo Taxkenoe. MBJT npoponxkanack. [MokasaTtenu remo-
LMHAMKKKU 1 caTypaumu bbinn ctabunbHbl. B HeBponoruye-
CKOM (TaTyCe COXPaHANOCh COCTOSIHME yrHeTeHus. [laHHbIN
NaLMeHT NoayYan KOMNAEKCHOE IeYeHNe, KOTOPOe BKIYaN0



B MepByl0 o4yepenb pecnupaTopHyto noaaepxky (B4O UBJ),
MHMY3MOHHYI, reMOCTaTUYECKYH0, MPOTUBOrpUBKOBYHO, Kap-
[IMOTOHUYECKYIO, AMYPETUYECKYIO, @ Takxe aHTMbakTepuanb-
Hyto Tepanuto. PebeHky Takxe 6bl10 NPOBEAEHO HECKOJb-
Ko npouenyp remorpaHcdy3mit. Co BpeMeHeM MHEBMOHUS
W NAEBPUT BbIIU KYNMPOBaHbI.

B Bo3pacTte 43 gHel XuM3HM ManbymKk Bbin nepeseneH
B OTAENEHWE PeaHUMaLLMU U UHTEHCUBHOM Tepanuu BY3 M3
ActpaxaHckon obnactn «OAKB nm. H.H. Cunuiieson».

B cBs3M C HannumeM y pebeHKa MHOXECTBEHHbIX MOPO-
KOB pa3BWTMS CEpAEYHO-COCYAMUCTOM CUCTEMbI ABaXAbI Obina
npoBefeHa KoHcynbTaums ¢ @epepanbHbiM rOCyLapCTBEH-
HbIM BHOKETHBIM yupexaeHueM «DeaepanbHbii LEHTP cep-
[leYHO-COCYANCTON XUPYprum» MUHUCTEPCTBA 34paBOOXpa-
HeHus Poccuiickon Mepepaumm (r. AcTpaxaHb). BoictaBneH
[IMarHo3 «BpoxaeHHbIM Nopok cepaua. ATpesuns Tpukycnu-
[anbHOro knanaHa. ATpesus nerouHon aptepumu, 1 un». Kpome
Toro, y pebeHka Habntoaancs eaMHCTBEHHDIN NEBbIN Xenyno-
YeK C BbINMYCKHWKOM [ NEroYHow apTepum, bynbboBETPUKY-
NAPHOE OKHO W CpefHe-MblWeYHblM AedeKT MeXOKenyao4Ko-
BOW NEeperopojku, a TakKe OTKPbITbIA apTepuanbHbli NPOTOK
W BTOPUYHbIN fedekT MexnpencepaHon neperoponku. [laHo
3aknoveHme 06 0TKase B BbICOKOTEXHOMNOMMYHOM MeaULMH-
CKOM NMOMOLLM M3-33 TSXKECTU COCTOSIHMS NALMEHTA NO OCHOB-
HOMY 3a00/1€BAHMIO M HAIMUMIO MHOXKECTBA COMYTCTBYHOLLMX
3abonesaHunin. Kommccuen LeHTpa ycraHosneH Hebnaronpust-
HblA MPOrHO3 AN KM3HW MO COBOKYMHOCTM NATONOMUM.

B HacToswee Bpems pebetky 5,5 mec. CoctosiHme nannma-
TMBHOrO pebeHKa OLEeHMBAETCS Kak CTabunbHO Tsykenoe. MBJ1
npofomkaetcs. lMokasatenu reMogMHaAMMKK U caTypaLmm cTa-
6unbHbI. B HEBpONOr1MyeckoM cTaTyce COXPaHSeTCs yrHeTeHue.
JHTepasbHOE MWUTAHME OCYLLECTBASETCS Yepes XenyLouHbli
30HA, C NoMoLLbio nepdy3sopa. Mountca camocTosaTenbHo. T-
EeCTb COCTOSHMS 0BYCNIOBNIEHA AbIXaTeNlbHOM HeA0CTaTOYHO-
CTbi0 3-M CTeneHu, CepaevyHO-COCYANCTON HELOCTAaTOYHOCTbIO

2a cteneHu, nopaxerHmeM LIHC Ha poHe MHOXeCTBEHHbIX MO-
pPOKOB pa3BuTus. NporHo3 AaHHOro nauueHTa KpanHe He-
6naronpuatHblii. PebeHok nonyyaeT aHTMOaKTEpUANbHYO
M NpoTMBOrpubKOBYID Tepanuio. MNoaaepxaHve GeTanbHbIX
KOMMYHWKaLMIA OCYLLeCTBASETCS NPy NOMOLLM Ba3acTeHOHa
(annpoctagwun). NpofomkaeTcs AMypeTMUHeckas Tepanus 1 Kap-
[LMonoaaepyKka, NPoOBOAMTCS cenaums.

3AK/TIOYEHUE

Takum 06pa3om, NpeacTaBneHHbIN KNMHUYECKWI CyYai ae-
MOHCTPUPYET COYEeTaHWE BPOXAEHHbIX MATONOMMIM MPaKTUYeCKM
BCEX CMCTEM W OPraHOB MaUMEHTa, MPOSBMBLLMXCS BCIEACTBUE
penKkov XpoMOCOMHOM MyTaumu. KpaiHe HebnaronpusTHbIN
MPOrHO3 [aHHOMO 3ab0neBaHNs U HEBO3MOXXHOCTb KOPPEKLMM
XPOMOCOMHbIX HapYyLLIEHMHM NOAYEPKMBAET BRXKHOCTb BHEAPEHUS
B Hallel CTpaHe NOMHO3K30MHOr0 CEKBEHMPOBAHMS ByayLLmMX
poauTenei U HEMHBA3MBHOMO MPEHaTasIbHOrO TECTMPOBAHMS
¢ onpegneneHnem BHeknetoyHow AHK nnoaa. Kapuotunmposa-
HWE 1 BbISIBNEHME XPOMOCOMHO NAToNOMMKU Y poauTenei npea-
CTaBNSETCS BECbMA BAXHbIM MPW NNAaHUPOBAHUU AETOPOXKAEHUS
M OLIEHKE PUCKOB pOXaeHUS BONbHOro pebeHka B CeMbE.

MonHoCTblo pa3aensis MHeHUME O HeoBXOAMMOCTM KOM-
nnekcHoro obcnenoBaHus Byoywmnx poauTenen c obasa-
TeNbHbIM MEAMKO-TEHETUYECKMM KOHCYNbTMPOBAHWUEM U UC-
Nosb30BAaHUEM COBPEMEHHbIX METO0B LMTOreHETUYECKOrO
M MONEKYNSPHO-TEHETUYECKOro 06C1ef0BaHuS, CYUTAEM Kpaii-
He Ba)XXKHOM 3aa4yei NMoMCK pblYaroB B3aMMOAENCTBUS MeEXIY
BPavoOM U BepeMEHHON XEHLUMHOW, B TOM Yncie obs3atenb-
HbIX, 3aKpenIeHHbIX 3aKOHOAATENbCTBOM MEp, a Takxke Npu-
BieYeHuWe / yCUneHne NCMxonormMyeckoin NoMoLmM 1 NoLAEPXK-
KW CeMbM, CTOSILEN nepes BbIOOPOM LETOPOXKAEHMS.
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