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Beeoenue.

CungpoMm Armnepra, U3BECTHBIH KaK CHH-
IpoM  akpoleQalOCUHAAKTUIINHU, SBISETCS
OJIHOM U3 IPUYMH, BBI3BIBAIOLICH KpaHUO-
danmanbHylo aedopManuo. IOTO  PEIKoe
TeHETHYECKOE 3a00JIeBaHUE XAPAKTEPU3YETCs
MPEKIECBPEMEHHBIM  3aKPBITHEM HEKOTOPBIX
IBOB Yepena ( KPpaHHMOCHHOCTO3), Maib(op-
MalusMU  Yepena, a TakkKe aHOMaIHsIMU
NajiblieB pyK U HOT B BUJE CUHAAKTHINU [1].
B crartbe omuchIBarOTCS KIWHUKA, METOJbI
JIMAarHOCTHUKH W OCHOBHBIE METOJBI JICUCHUS
naHHOW martonoruu. Hibke mpencTaBieH
KJIIMHUYECKUN Cllydad HOBOPOXKIEHHOTO C
cuHapomoM Armepra. PaHHA mocTaHOBKa
JMarHo3a W CBOEBPEMEHHOE JIEUEHUE HaM-
HOTO YJy4YIllaeT MPOTHO3 M KadyeCTBO >KU3HH
OOJIbHBIX.

Onudemuonozus u cenemuxa.

JlanHoe 3a0ojeBaHME HACIETYeTCs II0
ayTOCOMHO-/IOMUHAHTHOMY THITY, COOTHOIIIE-
HUE 1O TmojoBoMy mnpusHaky 1:1. bob-
IIMHCTBO CJIy4aeB BO3HHUKAET CIIOPATUUECKH B
CBSI3W C BHE3amHBIMH MyTanusmu. Ho ecim
OMUH W3 poauTened OOJIeH U  sABISETCS
HOCHUTEJIEM 3TOTrO T'€Ha, TO PUCK POXKICHUS
6o1pHOTO pebenka cocraBusieT 50%. Yacrora
BCTpeuaeMocTu Kosebsercs B npeaenax 1/100
000-1/150 000 »kuBOpPOKIEHHBIX, YaIllle BHISIB-
JseTcsl y a3uaToB. B OCHOBe JaHHOTO CHH-
JIpoMa JISKUT MyTallMs TeHa pelenropa
daktopa pocta ¢udpodmactoB (FGFR2),
OTBEYAIOLIETO 32 MpaBUJIbHOE (POPMUPOBAHUE
KOCTHOM TKAaHM M COEJUHEHUE KOCTEH B
npolecce pa3BUTHUA U paclojlararouierocs Ha
10-oit xpomocome [2].

Knunuuecxas kapmuna.

Knuanueckn cuHIpoM Armepra BKIIOYAET
B ce0s1 3 CUMIITOMOKOMILIIEKCA!

1) TlpexaeBpeMeHHbII TU30CTO3 BEHEU-
Horo mBa ( akporedanus, BHICOKUN OareH-
HBIH yeper), cTpenoBUAHOrO miBa ( ckadore-
¢anus) U APyrux IIBOB.

2) ucmopdus JUIEBOro 4epemna: rias-
HOW THIIEPTENIOPHU3M, IIMPOKHH KOpPEeHb Hoca,
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IINIOCKHUE TIJIa3HUIbI, CTCHO3 WM aTpe3usil

XOaH.

3) KoskHble H/MIM KOCTHBIE CHHIAKTUIIAN
PYK Y HOT.

[Tpuunnoit pa3BUTHS CHUHJIAKTUJINU

sBJIAETCA COOM B amonTo3e KJIETOK, MPUHU-
MaloUIMX Y4acTHE B PA3ACICHUU NAJBLEB PYK
U HOT ApPYyr OT Jpyra, 4YTO TakK)Ke€ CBSA3aHO C
mytamusima  reHa FGFR2. Cpemun apyrux
aHOMaJnuil Npu cuHIpoMe Armepra BCTpe-
YaroTCsl BPOKIEHHBIE MOPOKH cepaua (25%),
paciuienrHa Heba (25%), aHOMaIuM KeIy104-
HO-KMILIEYHOI'O0 TpakTa M MOYEBBIIEIUTEIb-
HOM cucrteMbl. 1lopoknu pa3BuUTHSA T'OJIOBHOIO
Mo3ra (BHYTpEHHSs rujpouedanus, amiaszus
¥ TUIOIIA3Usi MO30JUCTOrO Tela) BCTpe-
gaercsi y 50% OonpHbIX. ['00BHON MO3r
YBEJIMYEH B BEPTUKAIbHOM M YMEHBIIEH B
nepegHe-3aaHeM pasMepe. [Ipu Mukpockonuu
TOJIOBHOI'O MO3ra BBIBJISIIOT HEYETKOCTh
IIOCJIOMHOIO CTPOEHHs KOPbI IOJIyIIApUH,
HE3pEJIOCTh HEPBHBIX KJIETOK, ACPUIMUT HEH-
POHOB, MUTPALIMIO KJIETOK KOPBI MO3)KE€UKa B
OeJioe BenecTBo Kopsl [3].

HHuaenocmuka.

CungpoM ArmnepTa AMArHOCTUPYETCS, Kak
IIPABUJIO, C POXKACHUS U3-3a HAIMYMS KPAHHUO-
CMHOCTO3a M CHUHIAKTWINH, OJHAKO OKOH-
yarenbHOe (OPMHPOBAHME MATOJIOIMYECKON
¢bopMbl TONOBBI W AUCMOppUHU dYepena
IPOUCXOIUT K 3-M rofaM. Y HOBOPOKICHHBIX
TaKk)K€ MMEET MECTO 3aTpyAHEHHE HOCOBOTO
JBIXaHUSl H3-3a Y3KHX HOCOBBIX XOJOB H
CTEHO3a/aTpe3ny XO0aH, WHOTJAa 3aTpyJHEHHE
IIPOXOXKACHUS BO3JyXa 4epe3 Tpaxerw H3-3a
AHOMQJINM pa3BUTUS XpAlend. bonbHbBIE C
CUHApPOMOM Arepra, KaK MPaBUio, UMEIOT Ty
WM UHYI0 (OpMYy YMCTBEHHOW HEIOCTaTOY-
HOCTH, HO B JIMTEPAType OMMUCAHbI CIydau U O
ManueHTax C HOPMaJbHBIM YPOBHEM HHTEII-
JIEKTa IIPY CBOEBPEMEHHOM XUPYPTUYECKOM U
MEIMKaMEHTO3HOM JieueHuu. M3mMeHeHus co
CTOPOHBI BHYTPEHHHUX OpPIaHOB Hecrenupuy-
Hbl, HO T€M HE MEHee, BCTPEYaloTCs BPOXK-
nennble nmopoku cepana (JAMIXKII, oTkpbIThIi
apTepHalIbHbIIl TPOTOK, CTEHO3 JIETOYHOM
apTepuH), AHOMAJIUM MOYEBBIIEIUTEIBLHOU
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CUCTEeMBI (IIOJIMKUCTO3 TMOYeK, THIPOHEeDPO3)
[4].

Jluarao3 3a0ojicBaHUs CTABUTCS HA OCHO-
BaHWU KJIMHUYECKUX, J1a00OpaTOPHO-UHCTPY-
MEHTAJbHBIX ¥ MOJEKYJSIPHO-TEHETUYECKUX
Ha”HHeIX. llociuemHuili  METOn — ABIAETCS
HamOoJee TOYHBIM, HO B CHIy JOPOTOBU3HBI
HMEeT OrpaHWYCHHEe B MNpUMEHEHHH. U3
MHCTPYMEHTAJIBHBIX METOJI0OB HCCIICIOBAHUS
«30JIOTBIM CTAHJIAPTOM)» OCTACTCS KOMIIBIO-
TepHas ToMorpadus yepemna, peHTreHorpadus
BEpXHMX M HIWKHUX KOHe4YHocTed. Takum
MarUeHTaM TaKXke HEOOXOAMMO IPOBOIUTH
OLIGHKY CIIyXOBOTO amnmapara, COCTOSHUSA
JIBIXaTENbHBIX MyTeH, B Oojee cTapiieM BO3-
pacTte OmpeneNsaTh YPOBEHb WHTEIUICKTYyallb-
HOTO Pa3BUTHSL.

Jleyenne xupyprudeckoe, COCTOUT U3
paHHEd KpaHMOSPKTOMHMHM B OOJACTH BEHEY-
HOTO IIBa U GPOHTOOPOUTAIBHON PETIO3ULINH.
Omneparuu  MPOBOAST B HECKOJIBKO 3TarloB,
MEepBBIA M3 KOTOPBIX MPOBOIUTCS YK€ B 3
Mecdaa. B mocnennee Bpemsi craja IMIMPOKO
UCIOJIb30BAaThCS HOBasl TEXHHKA KpaHuoda-
[MUATBHON JUCTPAKIIUU C TIOCTCIICHHBIM BBITSI-
skeHueMm KoctH. s dopmupoBanus Qusmo-
JIOTUYECKOT0 TPHUKyca ACTSIM C CHHAPOMOM
Arnepra Ha3HAYaeTCss OPTOJAOHTUUYECKOE JIeue-
Hue. Taxxe MpoBOUTCA XUPYyprudecKas Kop-
PEeKLMsA CHHAAKTUIUS TMajbleB PyK U HOT
[4,5,6].

Hwxe mnpuBogum omucaHue KIWHUYE-
CKOTO HAONIOJCHHUS 33 HOBOPOXKICHHBIM C
CUHIPOMOM akpotearoCHHIaKTUITUH.
[lenpro onrcaHus SBISETCS 03HAKOMIICHUE C

KpaiiHe penKoW TmaroylioTued W HEeoOXOoau-
MOCTH CBOEBPEMEHHOI MMOCTAHOBKH JHAarHo3a
U JICYEHMUS.

bonbnas I'.A., 26.02.2017 roma poxie-
HUs, NIOCTYNIWJIA B OTJEJCHUE pEeaHUMAalu U
uHTeHcuBHOW Tepanun HUU  [lenuarpumn
nM.K.@apampxeBoli Ha 2-ple CYTKM IIOCIE
poxaenusi. Anamnesisvitae: pebeHok ot 3-
beil OepeMeHHOCTH, 3-bUX poOJOB. bpak He-
poacTBeHHBIN. Ponbl ObUTM mpeXaeBpeMeH-
HbIe, Ha 36-0i1 Henene OepemenHocTu. Macca
tena npu poxaenun 2400 r., miuHa 46¢Mm.
PebGenok poawics B acuKCHM, OIIEHKA IO
mkane Amrap 2/5 6amos. Anamnesismorbi:
KOHILYy TMEPBBIX CYTOK Yy HOBOPOXKICHHOIO
MOSIBUJIACH JbIXaTellbHasl HEIOCTaTOYHOCTh, B
CBSI3U C YeM peOEHOK OBUT rOCIUTATN3UPOBAH
u3  poaunbHoro  otaenenus B HUU
[Tennatpumn.

IIpy mnocrymneHun COCTOSIHME KpalHe
Tsokenoe. Ha mepBoM 1iaHe CHUMIITOMBI
JBIXaT€IbHOM HEJAOCTaTOYHOCTH B  BUJIE
3aTpyJHEHHOIO [JbIXaHUS 4YEpe3 HOC, CMe-
IIAaHHOW OJBIIIKH, BTSHDKEHHUS MEXpeOepHBIX
IIPOMEXKYTKOB, akporuaHos3a. I3 HocoBoOM
IIOJIOCTH IIOCTOSIHHO BBIJEJISIIOCh CEPO3HOE
cogepxxumoe. llpu ocmorpe oOpammanu Ha
ceOs BHUMaHHE CHENU(PUYECKHE AHOMAIUU
pa3BUTHA:

1) co CTOpPOHBI TOJOBBI- <«OalleHHAs
dbopmay depema, CrIaKEHHOCTh IIEHHO-
3aTBUIOYHOTO TpOoGuUIIsi, HaBUCAIOMIMK J100,
CEIJIOBU/IHASA MEPEHOCUIa, KPIOUKOBMJIHBIN
HOC, THIEPTEJIOpU3M, TOTHYecKoe Hebo,
TUTIOTUIAa3usl BepXHeEH uenmtoctu (puc.l).

Puc.1 O6uuii 6u0 HOBOPOIHCOEHHO20 C CUHOPOMOM Anepma.
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2) CO CTOpPOHBI BEPXHHUX KOHCUHOCTCH- IOJHAS KOXKHAs CHUHIAKTHINS 2-4bIX TAaJbIICB,
YaCTUYHAsl CUHIAKTUIUA 4-5hIX MalbleB Ha MPaBOM pPyKe, MOJHAS KOXKHAsI CUHIAKTUIUA 2-5bIX
ManbIIeB Ha JIEBOM pyke. 1bIil manem ¢ 00eUx CTOPOH YTOJMINEH, MPOKCUMAallbHAs (ajiaHra UMEeeT

TpeyrojibHyto Gopmy (puc.2).

Puc.2 Cunoakmunus nanvyes epxmneil KOHeUHoCmell.

3)co CTOpPOHBI HUPKHUX KOHEYHOCTEH- MOIHAs KOXKHAsI CHHJAKTHIIUS BCEX MajblieB 00EUX HOT.

beut npoBeneH psa 1abopaTOPHO-MHCTPYMEHTAIBHBIX METO/IOB HCCIEIOBAHUsS, M3 KOTOPBIX
HauOoyiee  3HAUMMBIMU  SIBJII€TCSI  KOMIIBIOTE€PHass  TOMOrpagus  TOJIOBBI,  BbISIBUBILAS
OJTHOCTOPOHHIOIO aTPE3UI0 XO0aHbI, Y30CTh HOCOBBIX XOJIOB, KOPOHAPHBIH CHHOCTO3, TMIIOILIA3UIO
BepxHell uemoctu. Takke ObUIO NPOBEIEHO PEHTICHOJIOTHYECKOe HCCIEIOBAaHUE BEPXHUX U
HIOKHUX  KOHeyHocTed  (puc.4,5), TpyJHOH KIETKH, BbIABHMBIIEE OYard I[HEBMOHUU
BHYTpUYTpOOHOTro renesa. Jlis moATBEep KAEHHs 3TOro ObUI MIPOBEAEH CEPOJIOTMUECKUI aHaIu3 Ha
TORCH-undexuuu, BeisBUBIINN oBbiieHHbIe TUTPEI IgMu 1gGnpotus nuromeranosupyca (IgM
15 ME/mn npu Hopme <OME/m, 19G 25 ME/ma npu Hopme <9OME/min).

Puc.4 Penmeenozpaghus npaeoii éepxueii Koneunocmu.
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Puc.5 Penmezenozcpaghus neeoit HuxcHell KOHEYHOCMU.

Heiipoconorpadus:

-MEXITOYIIAPHAS IIENb 10 5 MM;

-OOKOBBIE KENyHO4YKU: OOKOBBIE pora
cipasa 12 MM, cieBa 12 mm;

-04aroBbIX W3MEHEHUU HET, COCYIHCTHIE
CIuieTeHus1 0€3 0COOCHHOCTEH, SIBJICHHUS OTEKa
TOJIOBHOT'O MO3ra.

Oxorpapuueckoe HCCIeOBaHUE CepAala
OTIPEACTUIIO HAIMYUE OTKPHITOrO apTepuaib-
HOTO TPOTOKA. YJBTPa3BYKOBOE HCCIIEIOBA-
HUE OpPraHoOB OPIONIHON MOJIOCTH BBISIBHIIO
YMEPEHHYIO TeMaTOMETalNi0, ITOBHIIICHUE
9XOT€HHOCTH MOYEK.

OO6mwmit aHau3 KPOBU:

Hb 110 r/m, Ht 27%, Dp 3.14x10" /1, Jleit
22x10%m, Tp 130x10%/m, COD 22 mMm/u.

bunoxumuueckui aHaiu3 KpoBHU:

O6mmit Oenmox 43 r1/nm, kpeatuHuH 98
MKMOJIB/JI, Kanpiuit 1.92 MMmonb/n, docdop
2.1 mmons/n, Hatpuii 141 MMob/n1, anbOyMHUH
34 r/n, CPB 96Mmr%.

bein mpoBenen ocMoTp odTampMoora.
3padok pearupyer Ha CBET, ONTHYECKHE
CpeIbl MPO3pavHbIe, TUCK 3PUTEIHLHOTO HEpBa
OnenHbId, TpPaHUIBI HEYETKHE, COCYIbI
YMEPEHHO CYKCHEI.

Knunnveckuit nuarnos: PomoBas acduk-
cusi. BHyTpryTpoOHass THEBMOHWMS ITUTOMETa-
JIOBUPYCHOTO TPOUCXOXkIeHUsl. OTeK TOJ0B-
Horo mo3ra. Cuaapom Amnepra ( akpoueda-
JTOCUHJIAKTUIIHS ).
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BosibHOMY OBLIIO Ha3HAYEHO KOMIUIEKCHOE
JieUeHue, BKIToYaroniee nHQY3NOHHYIO, aHTH -
0aKTepHATBLHYI0 M PECIUPATOPHYIO TEPAITHIO
(B cBsi3M ¢ ycyryOJeHHEM JbIXaTeIbHOW He-
JIOCTATOYHOCTH, HOBOPOKICHHBIN OBLI
nepeseaeH Ha annapat KBJI B pexume
SIMV). Opnako, cocrosiHue peOeHKa YyXya-
IAJIOCh, TOSBHJIUCH CUMITOMBI CEpJCYHO-
COCYIUCTON  HEIOCTATOYHOCTH, Pa3BHICS
CUH/IPOM JIUCCEMUHUPOBAHHOTO COCYIUCTOTO
CBEPThIBaHUA. BBLIM IMOAKIIOUEHBI Ipernapa-
THI JUISI HHOTPOITHOW MOMJCPKKH, IMEperuTa
miasMa C TIeMOCTaTHYECKOM I1ienpro. Hec-
MOTpsI Ha TMPOBEICHHOE JICUCHHE, IAIUCHT
ymep Ha 4-ple CYTKHM OT MOJUOPTaHHOMN
HEIOCTAaTOYHOCTH. B CBA3M ¢ OTKa3oM OT

BCKPBITUSL CO CTOPOHBI  POJCTBEHHHUKOB,
MaTOJIOTOAHATOMUYECKAsI TPUYHUHA CMEPTH HE
yCTaHOBJICHA.

3aKJrovueHue.

CunapoMm akpouehaloCUHIAKTWINY, SB-
JAACh PCAKHUM T'€HCTHYCCKUM 3360H€BaHI/ICM,
OTJIMYaeTCs CHeUM(PUUHOCTBIO KapTUHBI U
MIPOABJICHUCM YK€ C MOMCHTA POXIACHUA.
Takue neTH MOMKHBI OBITh OCMOTPEHBI M
TpeOyIoT HaOMIOJEHUsI CO CTOPOHBI HEOHa-
TOJIOTa, HEeHpoxupypra, KpaHHOLE(aIbHOTO
xupypra, paauoisioros, JIOP-Bpauelt, opro-
JIOHTHCTOB, T€HETUKOB U HeBpoioros. CBoe-
BpPpEMCHHOC BBIABJICHUC W JICHCHUC HNMECT
KpailHe BakHOE 3HAueHHe, TaK Kak CIoco0-
CTBYET YJIYYIIEHUIO KaueCTBa KU3HU.
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XULASO

APERT SINDROMU ( Akrosefalosindaktiliya)

Haciyeva A.S., Macidova S.Z., Nemotova R.0
K.Y .Faracova adina Elmi-Todqiqat Pediatriya Institutu

Agar sozlor: Apert sindromu, kraniosinostoz, sindaktiliya

Apert sindromu yenidogulanlarin kraniofasiyal deformasiyalarin sobablorin biridir. Bu nadir
genetik xostolik bozi kollo tikislorin vaxtindan tez bitismasi (kraniosinostoz) vo otraflarin
sindaktiliyas1 ilo xarakterizo olunur. Moqalado Apert sindromun klinikasi, diagnostik metodlart,

mialico tisullar1 vo klinik hadise togdim olunur.

SUMMARY

APERT SYNDROME ( Acrocephalosyndactyly)

Hajiyeva A.S., Medjidova S.Z., Nematova R.1.
Scientific-Research Institute of Pediatrics named after K.Y.Farajova

Key words: Apert syndrome, cranisynostosis, syndactyly.

Apert syndrome is the most frequent reason of craniofacial deformation in newborn babies.
This rare disease is characterized by premature fusion of some of the sutures of the skull and
malformation of hands and feet. This article presents the clinical picture, diagnostic methods,
principles of treatment and clinical case of newborn patient with Apert syndrome.
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