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Pe3ome

Beedenue. HeiipodubpomaTo3s saBiasieTcsl rpynnoi opdaHHbIX 3a00JeBaHUI C IIUPOKUM CIIEKTPOM KJIMHUYECKOM KAaPTUHBI, YTO
3aTPyIHSIET AMAaTHOCTUKY 3a0osieBaHus. [IposiBiIeHM s B BUIe TUTMEHTALIM U MTPEACTABIISIOT COO0M paHHU T KIMHUYECKU I TTPU3HAK
y neteii ¢ Heiipoubpomaro3om I Tuna, Ho HeoO6xoauMo N hepeHIMPOBATh TaHHBII KIMHUYECKU I TPU3HAK ¢ CUHApPOMOM Jlernyca
W IPpYTUMU HEHPOKOXHBIMU paccTpolicTBaMu. B mmociienHMe HECKOIBKO NecATUIeTUI HelipodudpomaTo3s I Tvma moBhIIIacT pUCK
npobJieM Heiipopa3BUTH S, BKJII0UAsl CHUKEHNE NHTEJJIEKTYaIbHBIX CTIOCOOHOCTE, IBUTATEILHY IO 3a0ePXKKY, CAHAPOM AeuiinTa
BHUMAaHMUS, TIOBBIIICHHBII ITOKa3aTeIb PACCTPOICTBA Ay TUCTUYECKOTO CTIIEKTPa U paCcCTPOMCTBA IICUXUKU.

Lleas pabomur. [lpenctaBUTh KIMHUYECKUI cllyvail cemelitHOTO Helipodubpomarosa I tumna.

Mamepuanst u memodsr. VI3ydeHbI UICTOPU S O0TE3HU, Pe3yIbTaThl KIMHUYECKUX U JIOTTOJHUTETbHBIX METOIOB 00CIIeNOBaHM ST TTAallEeH-
TOB, SIBJISIIOLIMXCS BOCMIUTAHHUKAMU FOCY1apCTBEHHOI0 Ka3€HHOI0 YUpeXXIeHU 1 AcTpaxaHCKoi oonactu «Crielinaanu3upoBaHHbII
oM pebeHka «Kamenbka» . AcTpaxaHu.

Pezyrvmameur. T1peactapisieM Halll ONbIT HAOJIONEHU S 1BYX OpaTheB ¢ KOXKHBIMU CTUTMaMU HelipoduopomaTosa I tuna. CrapiieMy
Opaty auarHo3s ObLJ IocTaBjeH B 4 roga 3 Mec, myiaaiieMy — B 3 roga 2 Mec. B ceMbe MaibuMKOB JaHHOE 3a00JieBaHUe ObIJIO 11a-
THOCTHMPOBAHO Y UX MaTepu, KoTopasi ymepJa B 2019 r. B Bozpacte 25 neT. [1pu mpoBeaeHMU KOMITbIOTEPHOI ToMOrpaduu roJoBHOTO
MO3ra MaleHTa BbIsSIBJICHbBI TPU3HAaKK Helipoduopomarosa | TuIa ¢ My1bTHOYAaTOBBIMY UBMEHEHUSIMU B MMApEHXUME MOJIYIapu il
Mo3ra, 6a3aJbHBIX TAHTJMSIX, CTBOJIE MO3Tra U MO3XeuKa. [ToBpexxIeHn il ApyruX CUCTEM 1 OpraHOB He 0OHapykeHo. JlTabopaTopHbIe
HCCJIEIOBAaHUS HE BBISIBUJIM OTKJIOHEHU I OT HOPMBIL.

3akarwuenue. CooOIIEHNE O CEMEIHOM ciTyuae HeiipodubpomaTosa | TMIa u3 KIMHUYECKOM MPAKTUKN MOXET ObITh BaXKHO JIJIST 00Y-
YEHUSI MOJIOABIX Bpadyeil pa3IMUHBIX MEAUIIMHCKUX CTIelIMaibHOCTeil. KITMHMUYecKoe TeueHrne 3TOro 3a00IeBaHU S HETIPeICcKa3yeMo
¥ TpeOyeT MYJIbTUIUCLIUTIIMHAPHON KIMHNYECKOM OLIEHKY Ha TPOTSKEHU U BCE JKU3HU.

KaroueBble ciioBa: netu, ngaTHa 1iBeTa Kode ¢ MOJIOKOM, HelipoUOpoMaTo3, KIMHUYECKU cllyyail, ceMeliHbll ciyyait

Jnsa muruposanus: Muozemuona O. A., AHToHOBa A. A., EMenbsanoBa T. I'., Ky3neuona A. I, fiImanoBa I'. A., Abnypaxumona I1. M.,
Nnewmesa . P. Kiunuueckuii ciyvyait ceMeitHoro HeiipodubpomaTtosa | tuna. Jlewamuit Bpau. 2025; 1 (28): 21-25.
https://doi.org/10.51793/0S.2025.28.1.003

KonpaukT nHTEpEecoB. ABTOPHI CTAThU MOATBEPAUIN OTCYTCTBUE KOH(MDIMKTAa UHTEPECOB, O KOTOPOM HEOOXOAUMO COOOIIUTD.
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Abstract

Background. Neurofibromatosis is a group of orphan diseases with a wide spectrum of clinical presentation, which makes the disease
difficult to diagnose. Pigmentation manifestations represent an early clinical sign in children with neurofibromatosis type I, but it is
necessary to differentiate this clinical sign with Legius syndrome and other neurocutaneous disorders. Over the past several decades,
neurofibromatosis type I has increased the risk of neurodevelopmental problems, including decreased intellectual ability, motor delays,
attention deficit disorder, increased rates of autism spectrum disorder, and psychiatric disorders.

Objective. To present a clinical case of familial neurofibromatosis type I.

Materials and methods. The medical history, results of clinical and additional examination methods of patients who are pupils of the state
government institution of the Astrakhan region Specialized Children's Home "Kapelka" in Astrakhan were studied.

Results. We present our experience of two brothers who carry cutaneous stigmata of neurofibromatosis type I. The older brother was
diagnosed at 4 years 3 months, the younger brother 3 years 2 months. In a family of boys, this disease was diagnosed in their mother, who
died in 2019 at the age of 25. A CT scan of the patient's brain revealed signs of neurofibromatosis type I with multifocal changes in the
parenchyma of the cerebral hemispheres, basal ganglia, brain stem and cerebellum. No damage to other systems or organs was detected.
Laboratory tests revealed no abnormalities.

Conclusion. Reports of a familial case of neurofibromatosis type I from clinical practice may be important for the training of young doc-
tors in various medical specialties. The clinical course of this disease is unpredictable and requires multidisciplinary clinical assessment
throughout life.

Keywords: children, café au lait spots, neurofibromatosis, clinical case, family case

For citation: Inozemtsova O. A., Antonova A. A., Emelyanova T. G., Kuznetsova A. G., Yamanova G. A., Abdurakhimova P. M.,
Ilesheva D. R. Clinical case of familial neurofibromatosis type I. Lechaschi Vrach. 2025; 1 (28): 21-25. (In Russ.) https://doi.org/10.51793/

08S.2025.28.1.003
Conflict of interests. Not declared.

eiipodudbpomaros | Tumna gBiasIeTCS CaMbIM YaCThIM

HacJeICTBeHHBIM 3200 IeBaHNEM, TIPeIpacIIoaralonuM

K Pa3BUTHUIO oMy XxoJjeil. XapakTepu3yeTcs HaTudIueM

KOXHBIX TISITEH IIBeTa KO(e ¢ MOJIOKOM U OTTyXOJISTMU
000J104eK nepudepuyecKruXx HEpBOB, TPU MOPaKEHU U KPYITHBIX
HEPBHbBIX CTBOJIOB Pa3BMBAETCSl HEBPOJOrMUYeCcKasi CUMITOMAaTHKa
[1-4]. Heiipocdubpomartos I Tumna yacto coueraercs ¢ BacKyJjorna-
TUSIMU, KapAMOMUOTIATUSIMU, DITUJICTICUE U APYTUMU HEBPOJIO-
TMYEeCKUMHU 3a00ICBaHUSIMU.

Hacnenyercs 1o ayToCOMHO-IOMUHAHTHOMY TUIY, €AMH-
CTBEHHOM KONTMY U3MEHEHHOTO TeHa IOCTaTOUHO AJIsl pa3BUTH S
00JIe3HN, HECMOTPS Ha TO, YTO YEJIOBEK UMEET APYTYIO HEIO-
BPEXICHHYIO KOMMIO 3TOTO reHa. MyTalus 3aTparuBacT I'eH,
JIOKAJIM30BaHHBII Ha JUTMHHOM T1JIede XPOMOCOMBI 17, B 30HE
17q11.2, konupymouuii 6eJI0K Helpo(puOPOMUH — CyTIpeccop
onyxoJjieBoro pocta [1, 2, 5]. Bce aTHUUecKue pacoBbie 1 MOJIOBbIE
TPYTITBI CTPAJAIOT C ONUHAKOBOUW YaCTOTOM.

HeiipoubpomuH sKcnipeccupyeTcsl B TeUEHUE BCEro reprona
pa3BUTHSI OpraHU3Ma MPaKTUUYECKU BO BCEX OpraHax U TKaHsX,
3a HEOOJIBIIMM UCKJTIOUeHHeM. MaKcUMaJlbHbIi yPOBEHb 9KCITpeC-
CUM HaOJIIoaeTCsl B 3peJibIX HepOHaX M IIIBAHHOBCKUX KJIETKAX.
Helipodubpombl npeacTaBieHbl OrpaHMYEHHBIMU HEMHKATICYTH-
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POBaHHBIMY 00Pa30BaAHUSIMH C JIOKAJIM3aIlKel B IepMe, TTOIKOX-
HO-XUpoBoii kyretyatke. [Ipmyem y 30% manmeHToB pa3BUBaeTCs
riekcudopmHas Helipodudpoma ¢ ObICTPbIM UHOUIBTPUPY IOIIUM
pocTtoMm. TakKe MOTYT OBITh TMAarHOCTUPOBAHBI IPYTUE OMYXOJIN
LieHTpaJibHOt HepBHOIt cuctembl (LIHC) [2, 3, 6, 7].

IIposiBiieHus B BUie MUTMEHTALIMU MIPEJCTaBISIOT COO0M paH-
HUI KJIMHUYECKU M TTPU3HAK Y IeTel ¢ HelipohudpoMaTo3om
I Tuna, Ho HeoOXxonMMO U EepeHIMPOBATh €ro C CUHAPOMOM
Jlernyca u IpyruMu HEMPOKOXHBIMU paccTpoiicTBaMu [8].

Heiipodubpomaro3s | Tvma moBsImaeT puck mpoodieM Heiipopas-
BUTHS, BKJTIOYAsI CHUKEHUE MHTEIEKTYaIbHBIX CITIOCOOHOCTEIA,
IBUTATEJILHYIO 3aIePXKKY, CAHAPOM IePUIINTa BHUMAHU S, pac-
CTPOICTBA ayTUCTUUECKOTO CIIEKTPa U TICUXUUECKHE HapyIIeHU S
[6, 9].

Takum o6pazom, HeiipohruOpoMaTo3 ABSIETCS IPyTNoit oppaH-
HBIX 3200JIeBaHU I C ITUPOKUM CITEKTPOM KJIMHUIECKON KapTUHBI,
YTO 3aTPYIHSIET IMaTHOCTUKY 3a00j1eBaHusI. PaHHSISI TMarHOCTHU-
Ka MO3BOJISIET CBOEBPEMEHHO OMPENEIUTh MEXIUCIIUTIIMHAPHY IO
TaKTUKY AUCTIAHCEPHOro HAOIIOEH U I, TPEIOTBPATUTD OCIOX-
HEHUSs, COXPAaHUTh KaUYeCTBO XXMU3HU NalueHTa [2].

Llenbto naHHOI pabOTHI OBLIO MPEACTABUTH KIMHUYECKUI CIIy-
yaii ceMeiiHOro Heiipoudbpomaro3sa I Tumna.

JIEYAILLIM BPAY, TOM 28, Ne 1, 2025, https://journal.lvrach.ru/



MATEPUAADbI U METOABI UCCAEAOBAHUA

M3ydeHbl uCTOpUU OOJE3HU, PE3YIbTaThl KIMHUYECKUX
¥ JOIOJHUTEIbHBIX METOLOB 00CIEeIOBAHN S MALIUEHTOB —
BOCIIUTAHHMKOB I'OCYIapCTBEHHOTO Ka3€HHOI'O YUPEXIEHU S
AcTpaxaHckoii o6acTu «Crienuaau3upoBaHHBI IOM pebeHKa
Kamnenbka» r. AcTpaxaHu.

PE3YAbTATbl UCCAEAOBAHUA U UX OBCY)XAEHUE

IIpencraBisiem Halll ONBIT HAOJIOASCHUS IBYX OPAaTheB C KOX-
HBIMUM CTUTMaMU Helipoduodpomarosa I tTuna. B cembe Manbun-
KOB JaHHOe 3a00jieBaHKe ObIJI0 IMAarHOCTUPOBAHO Y UX MaTEePU.
Ona ymepia B 2019 1. B Bo3pacTte 25 1eT. MenuKo-reHeTUYeCcKoe
KOHCYJBTUPOBAHUE CEMbU paHee He IIPOBOAUIOCH, HECMOTPS
Ha aHaMHe3 3abosieBaHus y MaTepu. B Bo3pacre 4 et 3 Mec
crapireMy 6paty 1 3 J1eT 2 Mec — MJIaIIeMy BIIEpBBIE HA OCHO-
BaHUM XKaJI00, XapaKTEePHBIX KIIMHUYECKUX IIPOSIBJIEHU, TaH-
HBIX TapaKJIMHUUECKUX UCCIICIOBAHMI, OTATOLIEHHOTO HAaCIe-
CTBEHHOTO aHaMHe3a OB TTOCTaBJIeH KJIMHUIeCKHU I TUaTHO3:
«Heitpopudpomaros I tunar.

KAMHUYECKHUHA CAYYAM Ne 1
Manbuuk b. (4 rona 7 mec). luarno3s: «Heitpoudbpomaros
I Tuna. Kapuec neHtuHa. Peakiiys moBbILIeHHON YyBCTBUTEIb-
HOCTHU BEepXHUX IbIXaTeIbHBIX My Tei, TOKAJIU3alUsI HE YTOUHEHA».
M3 anaMHe3a U3BECTHO, YTO PeOEHOK OT TPEThUX POJIOB HA
38-i1 Hemeste 6epeMEHHOCTHU ITYTEM OTIepalluy KecapeBa CeYCHM I
(OKC). BepemeHHOCTH ITpOTeKaia Ha (POHE YIPO3bl BEIKUIBIIIA
B 16 1 24 Henenu, MaIOBOAMS, aHEMUU, TMM(POCTa3a IIPaBOMl HUXK-
Hell KoHeuHoCcTU. Macca pebeHKa nmpu poxaeHun — 2370 T, poct —
48 cM, OKpPY>KHOCTB roJIOBBI — 34 cM, olleHKa 1o Anirap — 7/8 6a-
JI0B. JIMarHo3 IMpu pOXACHUN: BPOXKICHHAST THEBMOHM ST, TUTTOK-
cuuecKku-uireMudeckoe nopaxkenue [IHC, cuHnpom yraeTeHust;
HeoHaTaJIbHasl XeJITyXa, HeyTOYHeHHasl; 3aJiep>KKa BHYTPUYTPOO-
HOTO Pa3BUTHUS 11O TUMOTPODUYECKOMY TUTY; HE3ABEPIIEHHbI I
BacKyJOreHe3 COCyA0OB ceTuaTKu o0oux ria3. M3 nepeHeceH-
HBIX 3a00JIeBaHUIA: OCTPbIEe peCUPaTOPHbIE MHGMEKIIMU BEPXHUX
IBIXaTeJIbHBIX MyTeil, THOMHBII OTUT, OOCTPYKTUBHBII OPOHXMUT,
THUMOMeETaJIMsl, HOCOBOE KPOBOTEUYEHHUE, OCTPHI JADUHTOTPAXEO-
OPOHXUT, CTEHO3 TOPTaHU, (DeOPUIbHBIC CYTIOPOTH B aHAMHE3e.
O0BEKTUBHO HAa MOMEHT 00CIeoBaHM s peOeHKa 0011Iee COCTO-
sIHUe ynoBlieTBopuTebHoe. Temmneparypa — 36,5 °C. Co3HaHue
sacHoe. [TonoxxeHne akTuBHOE. DU3MYECKOE pa3BUTUE HUKE CPEI-
Hero (Bec — 17,1 kr; poct — 102 cm). Ha Koxe TyJji0BuUIlIa U KOHEY-
HOCTel BUJTHO MHOXECTBO IMSATEH 1[BeTa Kohe C MOJIOKOM TMaMe-
TpoMm oT 0,5 1o 1 cm (1o 20 mTyK). Bummmeie ciu3ucTbie 000J0YKHU
YUCThIE, BJIaXKHbIE. 3¢B U MUHIQJIMHBI PO30BbIE, YNCThIE, HAJIETOB
U HAJIOXKEHU i HeT, MUH AU HBI He YBeJanueHbl. [TonkoxkHast KJaeT-
yaTKa pa3BUTa yI0BJICTBOPUTEIbHO, pacrpeacsieHa paBHOMEPHO.
Jlumdarnyeckas cuctema 6€3 0COOeHHOCTEM, TMMbaTUYeCKUe
y3JIBbl HE TTaJIBIUPYIOTCS, CeIe3eHKa HAaXOMUTCSI IO peOpoM.
KoctHas cuctema 6e3 BeIpaXkeHHBIX MI3BMEHEHM I, (hopMa uepe-
na IpaBUJIbHOM KOHDUTYpalluK, 00beM ABUKEHUI B CycTaBax
He orpaHu4eH. MBIIIEUHBIN TOHYC OJIMKE K (DU3UOJIOTUYECKO-
My. CycTaBBI ITPaBUJIBHOM (DOPMBI, HE YBEJIMUECHBI, XOJOTHBIE
Ha omytib. HocoBoe npixanue cBo6ogHoe. Bo Bcex oTmenax JJerkux
ayCKYJIbTaTUBHO BBICTYIITBACTCS ITy3PUIIBHOE AbIXaHWEe, XPUTIOB
HeT. YactoTa npixareabHbix nprxeHuit (YA 1) — 22 B MuH. O6nactb
cepilia BU3yaJibHO He U3MeHeHa. [ paHU1Ibl OTHOCUTEJIBHON cep-
NIEYHOI TYMOCTH B Mpeesax BO3pacTHONM HOpMbl. TOHBI cepalia
rpoMKue, puTMUUHBIe. HacToTa ceprneuHbix cokpanieHuii (HCC) —
102 ynapa B MuHyTY. ApTepraibHoe napienue (A1) — 90/60 mm
PT. CT. ANINIETUT COXpaHeH. SI3bIK YUCTBIM, BJaxKHbIM. 2KUBOT MSIT-
KUii, 6e300JIe3HEHHBII, TOCTYTIEH ITyO0OKOi1 manbnaiuu. [TedeHb
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Pediatry

He yBeandyeHa. CHMIITOMOB pa3IpakeH!sI OPIOIITNHBI HE BBISIBJICHO.
CTyn peryaspHbIi, 0pOpMIICHHBII, 6€3 IMaTOJOr MUECKUX IIPUMECEIA.
MoueucnyckaHue cBoOonHoe, 6e3001e3HeHHOe. HapyXHbIe 1oJ10-
BBIC OpraHbl C(HOPMUPOBAHBI 110 MYKCKOoMY TUTy. [1o0BOE pa3Bu-
THE COOTBETCTBYET Bo3pacty. LIluToBuaHAS Xeie3a He yBeJUYeHa.
MeHuHreanbHO 1 001IeMO3rOBOI CUMITITOMATUKU HET.

Heeponoeuueckuii cmamyc. DMOLIMOHATBHBII (DOH CITOKOMHBIA.
3peHue u 000oHsIHUE He HapyleHo. 3pauku D = S. ['a3Hbie mienu
cuMmMeTpuyHbie. DoTopeakiiys BbI3bIBACTCS MPsIMasi, COIPYKe-
cTBeHHas1. JIBUXKeHMsI T1a3HbIX s10JI0K B TOJTHOM 00beme. Hucrarma
HeT. KonBepreHuus gocratouHasi. HocoryOHble cKiaaKy CUMMe-
TpuuHbIe. A3bIK 0e3 neBuaunu. Uvila vHe otkiaoHeHa. ByiboapHbIX
HapyueHu#t Het. [lape3os, mapanuueit HeT. [Ipo6a bappe: BepxHsis
W HUKHS ST OTpULIaTe/IbHBIC. MBIIIEYHBII TOHYC YIOBJIECTBOPU-
TeJbHBIN. MbIeuHas cuia coxpaHeHa. CyXOKMIJIbHBIC pedIIeKCh
¢ pyk D =S; xonennbie D = S, 0GbIUHBIC; aXUJIJIOBBI BEI3BIBAIOTCSI.
[TaTtonornueckux pediekcoB HeT. bprolHble pedieKChl XK1 BbIE.

JlaHHbIe 1aO0OpaTOPHBIX UCCIIEAOBAHU I O0ILIEro aHa13a KPOBU
1 MOYM COOTBETCTBYIOT BO3pacTHBIM HOpMaM. [1pu npoBeneHnu
OMOXMMMYECKOr0 aHanu3a KPOBU HE BbISIBJIEHO OTKJOHEHU i1
OT pedepaTUBHBIX TaHHBIX.

ITpoBeneHbl MHCTPYMEHTaAJbHBIC UccaenoBaHus. [1o pe3ynb-
TaTam ajieKTpoKapauorpammbl (DKI') onpeneseH CMHYCOBbII
pUTM. DIIeKTpUYecKas OCh CEplla pacIioaoXeHa HOpMaJlbHO.

[Tpu 3xoKapaAMOCKOTTUY NATOJOTUU HE BBISIBJICHO.

[1pu ynbTpa3ByKOBOM MCCIIEIOBAHUHM OPTaHOB OPIOIITHOI ITOJI0-
ctu (Y3U OBII) o6HapyXeHBI TPpU3HAKK PEAKTUBHBIX M3MEHEH I
B ITOIKETYIOUHOM XKeJe3e.

Dx0sHI1Ie(haTOCKOMUS He YCTAHOBUJIA TTATOJIOTUYCCKUX U3Me-
Henwuii. Tak, mupuna I11 xenynouka coctaBuia 6,0 mm. MHaEKC
OOKOBBIX XXEJTYIOYKOB: clipaBa — 2,38 MM, ciieBa — 2,38 MM.
IMynbcaumnsg — 20%.

[Tpu npoBeneHnu komneroTepHoii Tomorpaduu (KT) rorosHoro
MO3ra BbISIBJICHbBI MPU3HAKU HelipodudpomaTosa I Tuma ¢ Myib-
TUOYAroBbIMU U3MEHEHUSIMU B TApEHXMME MPABOro MOJyIIapu s
Mo3ra, 6a3ajJbHbBIX FTAHTJIMSIX CJIEBa, CTBOJIE MO3ra U MO3KeUKa.

DnexkTposHuedanorpadpusa — DI (HOUHOI MOHUTOPUHT):
MmapoKcu3MabHast aKTUBHOCTD HE BBISIBJICHA.

Pebenok Ob1T1 OCMOTpEH y3KuMU crielinaiuctamu. [1o 3akioue-
HUSM XUpYypra, opTornena, OTOPUHOJIAPUHTOJIOTa, YPOJIora-aHIpo-
Jtora ¥ 0P TaaIbMOJIOTA OTKJIOHEHU I B COCTOSTHUY 3I0POBbs peOeH-
Ka He oOHapyxKeHo. [1o pe3yirbTaTaM 0cCMOTpa TacTpO3HTEpOJIOra
BBICTABJICH AMATHO3: pEaKTUBHbIE U3MEHEHU S B MTOMIKETYTI0UHOI
KeJe3e; CToMaToJiora — Kapuec IeHTUHA; MyJIbMOHOJIOTa — peak-
LIV ST TTIOBBIIIEHHOM YyBCTBUTEIBHOCTY BEPXHUX TBIXaTSIbHBIX
MyTei, ToKaJu3alus HEeyTOUHEHHasl; HeBpoJiora, iepMaroJiora
U reHeTuka — Helipoudpomaro3s I Tumna.

KoHcynpTanus ncuxosora mo3BoJinjia BISIBUTH 3aI€PXKKY MCH-
XMNYECKOTO pa3BUTHS, eAArornyeckylo 3anyieHHocThb. Jloronen
00HapPYKUJI CUCTEMHOE HEAOPA3BUTHE PEUYH TSAXKEIOM CTEIICHH,
IHU3apTpUIecKrii KomrmoHeHT. O0cienoBaHue aedeKToIora mosi-
TBEPIAMJIO 3aCPKKY TICUXOPEUYEBOTO PA3BUTHS CPEIHEH CTETIEHU,
00YCIIOBJICHHOM CTOMKMM HapylIeHHEM ITO3HABATEIbHOM CPephl.

KAMHUYECKMH CAYYAH Ne 2

Manbvuuk b. (3 roga 4 mec). luarno3s: «Heiipocdudbpomaros
I Tuma. 3amepxka IICUXOPeYeBOro pa3BUTHUS. MaJibie aHOMa-
JIUM pa3BUTUM cepala. JlonojHuTeabHas Tpabekysa JeBo-
ro xxenynouka (JATJIXK). PeakTuBHas remaTocrjeHoMeraius.
CopyKeCTBEHHOE CXOSIIIEeeCs] KOCOTIa3ue».

W3 anaMHe3a U3BECTHO, UYTO PEOEHOK POXKIEH OT YETBEPTHIX
ponoB Ha 38-it Henesne myTeM OKC (HecocTosITeIbHBIM pyOeln
Ha MaTke). bepeMeHHOCTD MpoTeKaia Ha POHe yTPO3bl BHIKMUBIIIA,
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MeauaTpuna

MaJIoBOIM S, OXKMPEHMsI, aHeMU U, (pakomaTo3a. Macca pebeHKa
mpu poxaeHU — 3280 T, pocT — 50 cM, OKPYKHOCTb TOJIOBBI —
35 cM, olieHKa 1o Anrap — 8/8 6aioB. M3 mepeHeceHHBIX 3a0601e-
BaHUIA: OCTpPBIC peCITUpaTOpHbIe MHPEKIINN BEPXHUX IBIXaTeIBHBIX
MyTeil, THOWHBII OTUT, OOCTPYKTUBHBII OPOHXUT.

OO0BEKTUBHO Ha MOMEHT 00CJ/IeloBaHU Sl peOeHKa 0011ee COCTO-
STHUE yIoBJeTBOpuTeNIbHOEe. TeMmrieparypa — 36,4 °C. Co3HaHue
sicHoe. [TonoxeHnue aktuBHoe. Dusnmyeckoe pa3BUTHUE CpeaHee,
rapMoHuyHoe (Bec — 16,3 xr; poct — 97 cm). Koxa cmyrias,
Ha TYJOBUIIE U KOHEYHOCTSIX BUJHO MHOXKECTBO MSTEH 1IBETA
Ko(e ¢ MookoM nuameTpoM oT 1 1o 2,5 cm (1o 20 1miT.).

Buaumpbie ciuzncTbie 000J0YKM YUCTHIC, BIaXXHbIE. 3¢B 1 MUH-
TAJIMHBI PO30BbIC, YMCThIC, HAJIETOB M HAJIOXKEHU I HET, MUHIAI1-
HBI He yBean4eHbl. [TogKoxXHas KjeTyaTka pa3BuTa yIOBIETBO-
PUTENBHO, paclipeaesieHa paBHOMepHO. JInMdaTuueckas cuctema
6e3 ocoOeHHOCTE, TMM@aTUIeCcKue Y3Jbl He MaJbIUPYIOTCH,
ceJie3eHKa HaXOMUTCS MOl peOpoM.

KocTtHast cuctema 6e3 BeIpaskeHHBIX MI3BMEHEHU I, (hopma uepe-
T1a MIpaBUJIbHOM KOHGUTYpalnu, 06beM IBUKEHU I B cycTaBax
He orpaHuyYeH. MbIlIeUHbI I TOHYC OJIMXe K (DU3U0JTOTUUYECKO-
My. CycTaBbl IpaBUJIbHOU (hOPMBI, HE YBEJIMYEHBI, XOJIOIHbIE
Ha ourynb. HocoBoe nbixaHue cBodonHoe. Bo Bcex oTaenax jerkux
ayCKyJbTaTHBHO BBICTYIIMBACTCS My3pUIbHOE AbIXaHWE, XPUIIOB
HeT. YJIJ1 — 22 B MuH. Ob6sacTh cepalia BU3yaJbHO HE U3MEHEHa.
I'paHMIIBI OTHOCUTENILHOM CEPACUHOM TYTIOCTH B IIpeaesiax BO3-
pacTHoOl HOpMBbI. ToHBI cepaiia rpoMkue, putMuuHbie. YCC —
112 ynapoB B MuHyTy. AJIl — 90/60 MM pT. CT.

ATITIETUT COXpaHeH. SI3bIK UMCTHIN, BIaXXHBIM. ZKUBOT MSAT-
KU, 6e300J€3HEHHBII, TOCTYMEH ryooKoii nanbnauuu. [leyenn
He yBennueHa. CUMIITOMOB pa3apaxkeHust OpromnHbl HeT. CTyn
PeryJsipHBIiA, 0OPMICHHBIN, 63 MTaTOJOTUIECKUX TPUMECEI.
MoueucnyckaHue cBoboaHoe, 6e36o1e3HeHHoe. HapyxkHbie
TTOJIOBBIE OpraHbl c(hOPMUPOBAHBI IO MyKcKomy TuIly. [TosoBoe
pa3BUTHUE COOTBETCTBYET Bo3pacTy. LlluToBumHas Xee3a He yBe-
nudyeHa. MeHMHTea bHOM U 00I1IeMO3TrOBOM CUMIITOMATUKY HET.

Heesponoeuueckuii cmamyc. HaBbIKM ONPSITHOCTU B CTAANU
dopmupoBanusi. UrpoBast 1esITeIbHOCTh HE COOTBETCTBYET
BO3pacTy, arpeccuBeH. [OBOPUT HECKOJIBKO JICTIETHBIX CJIOB.
3peHue 1 000HSHUE He HapylleHbl. [1asHble menu D = S, 3pauku
D = S. ®oTopeakuius BI3BIBAETCS MIpsiMasi, CONPYKEeCTBEHHas.
Hucrarma net. KonBepreHnuus noctatouHasi. HocoryoHbie ckiami-
KU CUMMeTpuuHbIe. A3bIK 0e3 aeBuanuu. Uvula He OTKJIOHEHA.
Bynb0apHbix HapylieHuit HeT. [Tape3oB, napanuyueii HeT. [Ipoby
Bappe He BBITIOTHSIET, HE TOHMMAaeT UHCTPYKIIUU. MBITIIEeIHBI T
TOHYC He HapyIleH. MbliieqHast cuja coxpaHeHa. CyXoXUJIbHBIE
pedaekcsl ¢ pyk D = S; konenHbie D = S, 0ObIUHbIE; aX1JIJIOBbI
BbI3bIBaloTCs. [laTosiornyeckue CTOMHbIE 3HAKW OTCYTCTBY-
1oT. [Toxonka He HapylieHa. Urpyky 6epeT 6€3 MHTEHLIUHU.
McxonHblil BereTaTUBHBIN CTATYC 11O CMEIIAHHOMY THUITY.

JlaHHbIe Ta00PaTOPHBIX UCCICAOBAHMIA 0011IEro aHaJin3a KPOBU
1 MOYHM, COOTBETCTBYIOT BO3pacTHBIM HopMaM. [1pu mpoBeneHUn
OMOXMMMUYECKOTO aHan3a KPOBU HE BBISIBJICHO OTKJOHEHM I
oT pehepaTUBHBIX TaHHBIX.

Pe6GeHKy OBLIM TTPOBEIEHBI MHCTPYMEHTAJIbHBIEC UCCIIEI0-
BaHus. [1o pe3ynpratam DKI onpenesieH CHHYCOBbIIA PUTM.
DnekTpruyuecKkas oCbh Cepala pacroaokeHa HOPpMaabHO.

DXOKapIMNOCKOITHS BBISIBIJIA MAJTyI0 aHOMAJIUIO Pa3BUTHSI CePII-
ua (ATJIXK). [Tpu Y31 OBII o6HapykeHO yBeJMUeHUEe MeyeH
U CeJIE3EHKU.

DxosH1Ie(haTOCKONM S HE YCTAHOBUJIA TATOJOTUYECKUX U3Me-
Henunit. Tak, mupuna I xxeaymouka cocraBuna 6,0 Mm. MHaekc
OOKOBBIX XK€JIYI0UYKOB cripaBa — 2,44 MM, cieBa — 2,46 MM.
Mynbcauus — 20-25%.
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Ipu npoBenennu KT ronoBHOTo Mo3ra BbISIBJIEHBI TPU3HAKYT
Heitpodubpomarosa [ Tuma c MyTbTHOYarOBBIMU U3MEHEHUSIMU
B ITapeHXMMe TI0JIyIIapuii, 6a3abHBIX TAHTJINEB, CTBOJIA MO3Ta
U MO3KeduKa.

O8I (HOUHOIt MOHUTOPUHT): TOKAJbHON U MapOKCU3MaJIb-
HOIl aKTUBHOCTHU HE BbISIBJIEHO. PeOEHOK ObIJT OCMOTPEH Y3KUMU
cnenuaguctamu. [1o 3aka04eHUI0 XUpypra, opTornena u 0To-
PUHOJAPUHTOJIOTa OTKJIOHEHUI B COCTOSTHUY 310POBbsI peOeHKa
He obHapy:xeHo. 1o pe3yjibTaTamM 0CMOTpa racTpO3IHTEPOJIO-
TOM BBICTaBJIEH 1MarHO3 — peakKTUBHAasI FeNMaTOCIIJIEHOMEraausi;
o(TanTbMOJIOTOM — CONPYKECTBEHHOE CXOSIIeecs] KOCOTa3ue;
HEBPOJIOroM — Helipodubpomaro3s I Tuma; 1epMaTosoroMm — Heii-
podudpomaros I Tuna; reHeTUKOM — Helipodudbpomaros I Tuma.

KoHncynbpranus ncuxonaora mo3BoInja BEISIBUTH 3aIePXKKY
pevyeBOTO pa3BUTH S, MEJArOTUIECKYIO 32y IeHHOCTh. Jloromesn
YCTAHOBWJI CUCTEMHOE HEOPAa3BUTHE PEUU TSKEJIOM CTeTIeH !,
NU3APTPUYECKU A KOMIIOHEHT.

3AKAKOYEHUE

Takum ob6pazom, npobiiema ceMeliHOro HeiipodudpomMaTosa
I Tumna ocraeTcst BecbMa akTyaJlbHOM. JlTaHHBII ceMeMHbIN KJIU-
HUYECKUI caydail IBJIsIeTCS JOCTaTOYHO PENKUM U MTPEACTaB-
JISIeT MHTepeC IS MPaKTUKYIOIKMX Bpauell. Puck HacienoBaHus
pebeHkoM Helipodudpomarosa I TvIa npu HaJIMYKUK 3a00JIeBaH U
y OIHOro 13 poaureseii coctasisieT 50%, y oboux — 75%. CreneHb
BBIPa’KEHHOCTH BbI3BaHHBIX TCHHBIM ¢ (EeKTOM HapyIIeHU i
BapuabeJIbHa, B OMHOU ceMbe MOTYT HaOII0IaThCI KaK MUHU-
MaJIbHO BhIpaXkKeHHBIE, TaK U TSIXKeJIbIe caydan. OTHaKO CIeayeT
OTMETHUTH BEICOKYIO YaCTOTY BOSHUKHOBEHU S CITOHTAHHOU MyTa-
unu, onpenensionieit 30—50% Bcex ciydaeB HelipodubpomaTosa
I Tuna B nonynsuuu. JlInarnocruka Heitpopubpomarosa I Tumna
SIBJISIETCS CJIOKHOM 3aaueil y geTeii paHHero Bo3pacra 6e3 cooT-
BETCTBYIOILIETO ceMeliHoro anamHe3sa [10].

B onurcaHHOM KJIMHMYECKOM HaOIONEHU Y UMETNCh KOXKHbBIE
MPOSIBJECHU S, HAJIMYME Y POACTBEHHUKOB MEPBOI CTENEHU POJI-
cTBa Helipodubpomarosa | Tuna, MyabTMOUYArOBbIE UBMEHEHU ST
B IMapeHXMMe MOJIyIIapuii Mo3ra, 6a3aJbHbIX TAaHTJIMEB, CTBOJA
MO3Tra 1 MO3:Xe4uKa, YTO 00YCJIOBIMBAECT HEOIArONPUSTHBIM POTHO3.
Takue TUIIepUHTEHCUBHBIE OYaTy TUTTMYHBI IS pAHHUX CTaauit
pa3BuTus Heiipodurodpomarosa I Tuma. B cirydae ceMeitHBIX (hopMm
MpH HACJIeMOBAaHUHY OT MaTepy HAOI0HaeTCS YT KEIeHUE KITMHK-
Ku. KiTmHMYecKoe Te4eHne 3TOro 3a00JIeBaHU S HEMTPEICKa3yeMo
U TpeOyeT MYJIBTUIUCIUTIINHAPHOM KJTMHUYECKOM OIIeHKU Ha TTPO-
TSKEHU U BCE XKM3HU, TIOTOMY BakKHa IPEEMCTBEHHOCTb MEXITY
CIIeIIaTNCTaMU Pa3JIMIHOTO TPOMUIISI U CBOEBPEMEHHOE MPO-
BeJeHME KOMILJIEKCA JOTOIHUTENbHBIX METOI0B fuardoctuku. JIB
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