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Pesiome

lunepdocdarazun ¢ HapylIeHUEM MHTEIIEKTYaIbHOIO Pa3BUTHUS — KpaiiHe peiKue ayTOCOMHO-PELIeCCUBHbBIC 0OJIE3HI
oOMeHa BEUIeCTB U3 TPYIINbl HAPYIIEHUI TIMKO3UIMPOBAHUS, 00yCIOBICHHbIE TeeKToM OMOCUHTE3a IuKo3miIdocda-
TUAWIMHO3UTONA. [unepdochaTazuu xapakTepU3yIOTCs 3a0ePKKOI IICUXOMOTOPHOTO Pa3BUTHS, CyI0pOTaMu, Bapradeib-
HBIMU BPOXIEHHBIMU IMTOPOKAMU Pa3BUTUS U XapaKTePHbIM (heHOTUNIOM. OTIUYUTETIBHBIM CUMIITOMOM SIBJISIETCSI CTOMKOE
ITOBBIILIEHKE YPOBHsI IIeJI0uHOM (hocdaTasel. [IpencTaBieHo onMcaHie MaJbuiKa 8§ MECSLIEB C 3aIePKKOM IICUXOMOTOPHO-
IO Pa3BUTHS U MHOXECTBEHHBIMU BPOXIEHHBIMM aHOMAIMSIMU: 00JIe3HbIO [ MPIIIIPYHTa, ABYCTOPOHHUM OOCTPYKTUBHBIM
MeraypeTepoM C 3KTOIHE YCTheB MOUYETOUHUKOB, KPUTITOPXU3MOM. [Ipn ocMoTpe oTMeuanuch auddy3Hass MbIIIeuHas
MIIOTOHUSI, OpaxuTenedanaHIus M XapaKTepHBIA JULIEBOM (heHOTHI. MaKCUMaIbHOE IOBBILICHUE YPOBHS IIEJIOYHOMN
docdarazpl — 1900 En/n. AuddepeHmanbHblil ITMarHo3 MTPOBOAUICS C MUKPOLIMTOI€HETUYECKUMU CUHAPOMaMU, CUH-
npoMoM Mosata-Busbcona. 1o pesyibraraM CeKBEHUPOBAHUSI IIOJHOTO K30Ma C CErperalMOHHBIM aHAJIM30M B TeHE
PIGV (NM_017837.4) B TpaHC-MOJOXXEHUH BBISIBJICHBI paHee OMMCAaHHBII MaToreHHbIi BapuaHT ¢.1022C>A (p.Ala341Glu)
U paHee HeonmrcaHHbI BapuaHT ¢.103_110del (p.Asp35Cysfs*32). lnarnos: «'unepdocdarasus ¢ HapyleHreM UHTEIeK-
TYaJIbHOTO pa3BUTust, TUI 1». [TosydeHHbIe JaHHbIE O3BOJISIIOT PACIIUPUTD 3HAHKS O (DEHOTUIINYECKOM CIieKTpe 1 nudde-
PEHIMATBLHOM TMaTHOCTHKE TUIepdocdaTa3u, YTO TOMOTaeT YTOUHUTD TUATHO3 U OCYIIECTBUTH MTPOMUIAKTUKY ITOBTOP-
HOTI'O POXIEHMS OOJbHBIX IETE B CEMbE.

Kiiouessle cioBa: eunepgocghamasus, napywenue unmennekmyanvhoeo pazeumus, een PIGV, cunopom Maobpu, 6oae3us Tupwn-
PYHea, snunencus, weaouHas gocpamasa
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Summary

Hyperphosphatasia with mental retardation represents an extremely rare group of autosomal recessive metabolic disorders of
glycosylation caused by glycosylphosphatidylinositol biosynthesis defect. Hyperphosphatasia is characterized by psychomotor
development delay, seizures, variable congenital malformations, and a typical phenotype. A distinctive feature is a consistently
elevated serum alkaline phosphatase level. We present a case of an 8-month-old boy with psychomotor retardation and multiple
congenital malformations: Hirschsprung’s disease, bilateral obstructive megaureter with ureteral ectopia, and cryptorchidism.
Diffuse muscular hypotonia, brachytelephalangy, and a characteristic facial phenotype were noted on examination.
The maximum increase in the level of alkaline phosphatase was 1900 U/l. The differential diagnosis was carried out with
microdeletion syndromes and Mowat—Wilson syndrome. According to the results of whole exome sequencing with segregation
analysis of the PIGV gene (NM_017837.4), the previously described pathogenic variant ¢.1022C>A (p.Ala341Glu) and the
previously undescribed variant ¢.103_110del (p.Asp35Cysfs*32) were identified in the trans-configuration. Hyperphosphatasia
with mental retardation, type 1, was diagnosed. The data obtained allows to expand knowledge about the phenotypic spectrum
and differential diagnosis of hyperphosphatasia, which helps to verify the diagnosis and prevent birth of affected children.
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AKTyaJIbHOCTD

T'unepdocdarazum ¢ HapylieHUEM MHTEJIEKTyallb-
HOro pa3BuTus (cMHApoM Mabpu) — KpaliHe peakKue
ayTOCOMHO-PEIIeCCUBHEBIC HACJICACTBCHHBIC OOJIC3HU
oOMeHa BEIIeCTB, OTHOCSIINECS K TpyIle HapylIeHUI
MIMKO3WINpOBaHus. Beimensiior 6 Tummos runepgoc-
daTazun, IMEIOIMNX CXOOHBIC CUMIITOMBI, OTHAKO IIPHU
3TOM KIIMHUYECKHUE TIPOSIBJICHUSI MOTYT IITUPOKO BapbU-
poBaTh. s Bcex TUMOB XapakTepHa Tpuaga Maopu:
3a7epKKa IICUXOPEYEBOTO pa3BUTHUS ¢ (pOpMHUpPOBaAaHUEM
HapylIeHUST MHTEJIJICKTYaIbHOTO Pa3BUTHS, CYIOPOTH
U CTOMKOE MOBBIIIEHUE KOHIIEHTPALIUU HIET0YHOM (hoc-
datasel kpoBu [1]. IIpu 3TOM IJ OTAECIBHBIX THUITOB
runepdocdarasuii MOXHO BBIICIUTH CIIEIN(PUICCKIE
cumnTombl. Tak, aas 1-ro U 2-To TUIIOB XapaKTEpPHO
Halnyue crneur@uyeckoro JuieBoro deHoruna (ru-
MEePTETOPHU3M TJ1a3, IMUPOKOE TIEPEHOChe U KOHYMK HO-
ca, B3IepHYyTast BepXHss Ty0a, KpYITHBIC MOYKH YIIICH),
opaxutenedanaHrun (YyKOpoyeHUE JOUCTaJbHBIX a-
JIAHT TaJbIEB) C TUMOILIa3Meil HOTTel U MHOXKECTBEH-
HBIX BPOXIEHHBIX TTOPOKOB Pa3BUTHUSI, TAKMUX KaK aTpe-
3Usl aHyca, Oose3Hb ['wplunpyHra, pacuieidHa HeOa,
BPOXICHHBIN TUApPOHE(DPO3, Merayperep U ITy3bIpHO-
MOYCTOUYHUKOBEIN pedaiokc. Tum 4 compoBoXmaeTcs
BPOXKIEHHBIMU ITOPOKAMM Pa3BUTHUS TOJOBHOI'O MO3Ta:
rumnoruia3ueil yepBsi MO3XeukKa, aHOMaIusIMUA MO30JI1-
ctoro Tena [2]. 3aboneBaHne OOYCIIOBIIEHO MATOTECH-
HbIMU BapuaHTamu B reHax PIGV, PIGY, PIGO, PIGW,
PGAP2 v PGAP3.

B ocHoBe maroreHe3a MyJbTUCUCTEMHOTO ITOPAXKEHUS
npu Turepgocdarasn JIEXKUT HapylleHue OMOCHHTEe3a
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rukosundocharnnumuHosutona (F'OU) — craoxHo-
TO TJIMKOJIMIINAIA, KOTOPBI 3aKpeIuisseT MHOTUE OeIKHN
(B TOM 4yucie 1eJouHyo (ocdaTtady) Ha MOBEPXHOCTU
KineTku. buocuHtetnueckmuit nmyth ['@U ocyimecTBisi-
eTcsl MyTeM IOC/IeI0BaTeIbHOIO MPUCOEAUHEHUs caxa-
POB U APYTUX KOMIIOHEHTOB K (dochaTuaAUIMHO3ZUTOITY.
IIpu cunapome Mabpu nedexkt 'PU necrabuamsupyet
3aKperieHHble Ha MeMOpaHax Oeiaku. HeBo3MOXHOCTD
IeJ0YHOM  ¢pocaTra3pl MOMHOLICHHO MPUKPEIUTh-
¢ K MeMOpaHe TIPUBOAUT K CEKPEIMU €€ B KPOBOTOK
n tunepdocdarasnu. dedekr cuaresa U takke Ha-
pyIIacT COPTUPOBKY M TPAHCIIOPT IPYTUX MEeMOpPaHHBIX
0CIKOB BO MHOTHMX THUIAX KJIETOK, BKJIIOUass HEHMPOHHI,
B pe3yJbTaTe 4ero HapyllaeTcsl TpoIlecC OpraHoTeHesa,
u (HOPMUPYIOTCS BPOXICHHBIE TTOPOKM pa3BuTus. Ha-
KOTIJIEHWE HEeTPaBWJIBHO OTCOPTUPOBAHHBIX OEJIKOB WJIN
OTCYTCTBHE TIPAaBWIHHO 3aKPEIJICHHBIX OEJIKOB B MO3Te
MPUBOJIUT K HAPYLIEHUSIM UHTEJJIEKTYaJbHOTO Pa3BUTHUS
u cygoporam |[3].

Onucanre KIMHAYECKOTO CIydast

O nauyuenme

Manbunk P. B Bo3pacte 8 MecsleB BIEpBbie ObLIT
TOCIMUTAIM3UPOBAH B OTAeJeHUe OOIIei U IUIaHOBOM
xupyprun ®I'AY «HMMUWILI 310poBbsa aeteil» MuH3sapa-
Ba Poccuu c xamobaMu Ha 3amepxkKy MCHUXOMOTOPHO-
IO Pa3BUTHUSI U MHOXECTBEHHBIC BPOXKIEHHBIC MTOPOKU.
Manpunk oT TiepBoit 6epemeHHOCTH. [1o JAaHHBIM yJIbT-
pa3ByKOBOTO CKpMHMUHTa Ha 20-ii Hemene BBISIBICHBI
ruapoHedpo3 00erx IOoYeK, NBYCTOPOHHUI Meraype-
Tep. Pomel mepBele, Ha 40-if Hemenae, caMOCTOSTEIbHbBIC.
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Macca Tena mpu poxaenuu 3030 r, mirHaA Tema 52 cM,
olleHKa 1o 1Kaje Anrap 6/8 6aioB.

Anamnes 3aboneéanus. Tlpu poXIEHUU COCTOSIHUE
TSDKEJIOe 3a CUeT NbIXaTeJbHOW HEeIOCTaTOYHOCTH, pa3-
BUTUSI OCTpPO KMIIEeYHON HempoxoaumocTu. Ilepese-
JIeH B peaHMMAallMOHHOE OTAEJIEHUWE; Ha MPOTSXKEHUU
1 Mecslia HaxoAMJICSI Ha MCKYCCTBEHHOW BEHTUJISLIMU
JIETKUX, OTMEUYaJMCh TPAaH3UTOPHBIC TaXUITHOD. AyIHMO-
CKpUHMHT He npoiineH. C 1 Mecs1ia XU3HU OTMEYaInuch
xpoHuueckue 3aropbl. 1o pesynbrataM o0CIeIOBaHUS
BBISIBJICHBI MHOKECTBEHHBIC BPOKICHHBIC ITOPOKM pa3-
BUTHUS: Oosie3Hb [umpiimnpyHra, pekrocurmouaHast ¢hop-
Ma; TIPaBOCTOPOHHUU KPUNTOPXM3M; JIBYCTOPOHHUIA
OOCTPYKTUBHBIN MeraypeTep ¢ IKTOMHEeil YCTheB MO-
4yeTOoYHUKOB. IlcuxoMOTOpHOE pa3BUTHE C 3aAEP>KKOIL:
TOJIOBY He yIepXKWBaeT, ¢ 4 MecsleB MOBOpauYnBaETCs
Ha OOK, ¢ 6,5 MecsleB MepeBOpauMBaeTCsI Ha KUBOT,
B peuu — TyJIeHUe.

Pezyabmameot puzuraavrozo, 1abopamoprozo
U UHCIMPYMEHMAALHO20 UCCACO0BAHUS

IIpu ocMoTpe PU3NUUECKOE pa3BUTHE OYEHb HU3KOE,
rapmoHu4Hoe (pocrt-3,79 SD, MaccaTenak pocry-1,61 SD);

- i
i o/b
: f /
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3aepkka MOTOPHOTO pa3BUTUS (TOJIOBY HE JEpPXKWT,
TepeBopaynBaeTCsl, He CaauTCs, HE BCTAeT), 3aJepXkKa
TICUXOPEUEBOTO Pa3BUTHUS (IKCIIPECCUBHAsI peub Tpei-
CTaBJieHa BOKaJIU3aLUUSMU, TyJeHueM); auddy3Has Mbl-
IIeYyHasi TUIMTOTOHUS; MHOXECTBEHHbIE CTUTMBbI AU33MO-
puoreHe3a (0coOeHHOCTM (eHOTUIAa MalMeHTa Mpea-
CTaBJIeHbI Ha puc. 1).

B OuoxuMuyeckoM aHajlu3e KpPOBU OTMeEYaeTcCs I10-
BBIIIICHUE YPOBHS IeaoyHoil docdataser no 1791 En/n
npu HopMme 50—350 En/n (B aHaMHe3e MaKCcHMaJlbHOE
MMOBHIIIICHUE IIeJI0UHO# hocdaTaszer 1o 1900 En/m).

Vnbrpa3BykoBoe uccnenoBanue (Y3U) mouek: mpu-
3HaKM Meraypetepa ¢ AByx ctopoH (D>S). M36biTouHoe
3aITOJTHEHNE MOUYEBOTO TTy3bIPSI.

VY3W opraHoB MOUIOHKU: TPU3HAKUA KPUIITOPXU3MaA
crnpaBa (OproiHasi ¢hopma), KUCTbl CEMEHHOro KaHaTu-
Ka cjeBa.

[ManmeHTy MpoBeeHa 3KCKpeTopHast yporpadust (puc. 2).

Panee peOGeHOK OBbLT KOHCYJIbTUPOBAH TE€HETUKOM,
MPOBEACH PsIl TeHEeTUYECKUX McciaenoBaHuii. Mccaeno-
BaHue kapuoruia: 46,XY (HOpMaJabHBIIA MYKCKOi1).

TangeMHass Macc-CIIEKTPOMETPHUST KPOBH  (CHEKTP
alMJIKApHUTUHOB): HOpMA.

Puc. 1. ®eHoTunuyeckue 0COGEHHOCTH MallMeHTAa: JTUIeBbIe Tu3Mopbuu, Makpoledanus, 60JbII0NH POTHUYOK (3X3 cM), IUPO-
KM BBICTYTIAIOIINI 100, TUTIEPTEIOPU3M IJ1a3, SNMMKAHT, MOHTOJIOMIHBIN pa3pes I1a3, IIMPOKOe 3araBliee MepeHoche, IUPOKUE
CTMIMHKA ¥ KOHYMK HOCa, HU3KO0e TIPUKpPETUIeHNe KOJTyMeJUThl (KOJIyMeJia o TUITy ITapyca), MaKpOCTOMUSI, HaBUCAIOIIasT BEPXHSIsI
ryba, KpyrnHble NE€CHbI, MUKPOT€HMSI, HU3KOTIOCAKEHHbIE YIIIHbIE PAKOBUHBI C KPYMHBIMU TOPU30HTAIBHO-PACIIONO0KEHHBIMU
Moukamu (a). bpaxugakTuaust Kucteit u cror, OpaxurenaedanaHTus, TUMOIIA3Ms TUCTATbHBIX (halaHT MajblieB KUCTEU, IHUPO-
kue | manplbl KUCTei, TuIioruia3ust Horreir Ha IV u V manbuax mpasoit crormsl, I, IV u V manbuax jgeBoit cronsl (6, ¢). KoxxHbie
CBHUILIM C IBYX CTOPOH OKOJIO TOAMBIIIEYHBIX BIIAAWH, y3Kas IpyaHas KjieTKa (e).

Fig. 1. Phenotypic features of the patient: hereditary facial stigmata, macrocephaly, enlarged fontanelle (3%3 cm), skull bossing,
hypertelorism, epicanthic fold, “mongoloid” eye shape, low wide nose bridge, wide nasal dorsum and nose tip, low-hanging
columella, macrostomia, protruding upper lip, gingival enlargement, microgenia, low-set ears with large horizontally located
lobes (a). Brachydactyly of the hands and feet, brachytelephalangy, hypoplasia of the distal phalanges of the fingers, wide index fingers,
micronychia of the nails of the 4th and 5th right toes and of the 1st, 4th and 5th left toes (b, c). Bilateral axillary cutaneous fistulas,
narrow chest (d).
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1.30min

Puc. 2. DxckpertopHast yporpadus, O6okoBas (¢) W mpsiMas (6) MPOEKIIMHU: PEHTTeHOJIOTHYecKash KapTUHa ypeTepOoTUapo-
Hedpo3a crmpaBa CO CHIKEHUEM (QYHKIMN, MUET09KTa3uM CjieBa, He3apalleHUsl AYXKEK B MOSICHUYHO-KPECTIOBOM OTIese

ITO3BOHOYHMKA.

Fig. 2. Excretory urography, lateral () and direct (b) views: radiological manifestations of unilateral ureterohydronephrosis of the
right kidney with decreased renal function, pyelectasis of the left kidney, spina bifida occulta of the lumbosacral spine.

TlazoBast xpomarorpacdust MOYU: HecleurdUuueckue
M3MEeHEHMS (MMOBBIICHUE 3-THUAPOKCUCEOAIIMHOBON K1 C-
JIOTHI B 2 pa3a, CHIDKCHUE TIMKOJICBOI KMCIIOTHI).

CexBeHMpOBaHUE MaHeau TreHoB «HacneacTBeHHbIE
60JIe3HN 0OMEHAa»: TATOTeHHBIX BAPMAHTOB HE BBHISIBIIEHO.

Ilpedsapumeavnotii duaznos

Ha ocHOBaHMM KIMHWYECKOM KapTUHBI, BKIIIOYA-
JOIEH 3aIepsKKy pa3sBUTHS, BPOXKICHHEIC IMOPOKH pa3-
BUTHUSI MOYEITOJIOBOM CUCTEMBI, Ooyie3Hb [MpuInpyHra,
0COOEHHOCTHU JIUlIeBOro (beHoTUmna u OpaxuteiedanaH-
rUI0, a TaKXKe 3HAYMUTEJbHOE MOBBILIICHME YPOBHS Ile-
JIouHOI ocdaTa3sl KpoBH, Y pebOeHKa 3amomo3peHa
runepdocdaTtassgs ¢ HapylmIeHHEM WHTEUIEKTYaJIbHOTO
pa3BUTHSI.

JTHK-0uaznocmurxa

PeGeHKy TIpoBeeHO CeKBEHUPOBAaHME TTOJTHOTO 3K30-
ma (hg38): B rene PIGV (NM_017837.4) BbIsiBJIeH paHee
OMUCaHHBINA MAaTOTeHHBbII MUcceHc-BapuaHT ¢.1022C>A
(p.Ala341Glu; chrl:26795056C>A) B reTepO3UroTHOM
COCTOSIHMH, a TaKXKe paHee He OIMCAaHHBIN, BEPOSTHO
natoreHHbrit BapuaHT ¢.103 110del (p.Asp35Cysfs*32;
chrl:26794133 CCCAGATCA>C), npuBOISIINEI K CIBH-
TY paMKU CUUTBIBAHUSI.

ITatorenHsle BapuaHThl B TeHe PIGV omucaHbl y ma-
LIMEeHTOB ¢ runepdocdarasueii ¢ HapylIeHUEeM UHTEIeK-
TyajapHOro pasputus, Tun 1 (OMIM 239300), ¢ ayrocoM-

HO-PELIeCCUBHBIM TUIIOM HacjienoBaHus. BapuaHThl ObLIU
BaJIMIMPOBAHBl METOAOM CeKBEHMpOBaHUs 1o CaHrepy,
TIPOBEICH CEMEIHBIN CeTperalliOHHBIN aHAIN3: POIUTCIIN
SIBJISTIOTCST T€TEPO3UTOTHBIMKA HOCHUTENIIMU. TakuM obpa-
30M, BBISIBICHHBIC T€HETHMYECKNE BapHaHTHI PACITOJIOXKE-
HBI y TIpoOaHAa B TPAHCIIOJIOXKEHUH.

Jluaenos

I[IprHVMMasT BO BHUMaHWE JaHHBIC aHaMHe3a (TpeHa-
TaJIbHO BBISIBJICHHBIN BPOKIEHHBIN MTOPOK Pa3BUTHSI MO-
YEIoJIOBOM CUCTEMBI), KIMHUUECKOIM KapTUHBI (MHOXKECT-
BEHHBbIE€ BpOXIEHHbIE IOPOKU pa3BUTUSI: 00Je3Hb [ uplii-
TIpyHTa, MeTaypeTep C ABYX CTOPOH C SKTOIMEH YCThEB
MOYETOYHMKOB, KPUITOPXU3M, 3alep:KKa IICUXOMOTOP-
HOTO pa3BUTHSI, XapaKTePHbIE CTUTMBI IM33MOpUOreHe3a,
CHIKEHUE CIyxa), JabopaTOPHBIX METOAOB (TTOBBILLICHUE
ypOBHS 1ie09HOi hocdarassl o 1900 En/m), IHK-mm-
arHOCTHUKM (ITAaTOTCHHBIM M BEPOSITHO MMATOTEHHBIN Baph-
aHTbl B reHe PIGV B TpaHCHOJOXEHUU), PEOEHKY ycTa-
HOBJieH auarHo3: «lwumnepdocdarasus ¢ HapylleHUEM
MHTEeJUIeKTyalbHOro pasputus, tain 1 (OMIM 239300)
(cungpom Mabpu)».

Jluchghepenuuarvnas ouacnocmuxa

HuddepeHunanbHblii AUAarHo3 ciieayeT MpOBOAUTH
C MUKPOIIUTOTEHETUYECKUMU CUHAPOMAaMU (XapaKTEepHbI
3a/iepKKa TICUXOMOTOPHOTO M (hU3UUECKOTO Pa3BUTHUS,
MHOXECTBEHHBIE BPOXICHHBIC TTOPOKU U JIUIIEBHIE TU3-
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MopGhUM), a TAKXKe MOHOTEHHBIMU CUHAPOMAaMU C 3adepK-
KO TICMXOMOTOPHOTO pPa3BUTHS, TMOPOKAMM DPa3BUTHUS
JKEJIYTOYHO-KUIIIEYHOTO TpakKTa M MOYETIOJIOBOM CHUCTE-
MbI (B TOM 4uciie 00yie3HbI0 [MpIINpyHra), TAKUMU KakK
cunapom Mosata—BunbcoH, cunapom IInputieHa—
Tonbnbepra, cunapom BaapaeHOypra.

Jeuenue

Ha naHHBIil MOMEHT crieliprIecKoi Tepary He pa3-
pabotaHo. JleueHue cummnromaruuyeckoe. Jass HEKOTO-
pbIX TUIOB runepdocdarazuu (tunsl 2, 3 u 4) apdpex-
TUBHOCTD B JICUCHUU SITUJICTICUM MOKa3aHa MpU codeTa-
HUM 6a3MCHOU ITPOTUBOCYIOPOXKHOM TePAITMU M BBICOKIX
o3 nupunokcuHa (B6) u ¢onneBoii KuciaoTsr [4, 5].

Ilpoenos

B nutepatype mmeercss mHbOpMaLMs O MPOAOJIKM-
TEJBbHOCTHU XXU3HU MEPBBIX NMALIMEHTOB ¢ Tunepdocdara-
3ueit, koTopbix onucan Madpu B 1970 rony: o6a narueH-
Ta ObUIM XUBBI U HA MOMEHT HaIlMCaHUS CTaTbU MTOCTU-
IJIK Bo3pacTta 66 jieT 1 72 JIeT COOTBETCTBEHHO [6]. Bruto
YCTaHOBJIEHO, YTO CUMITOMBI 3a00JeBaHUsl CTaOUIN3U-
DPYIOTCSI ¢ TeUEHMEM BPEMEHMU, a TAKXKEe OTMEUYaeTCs CITOH-
TaHHAsT PEMUCCHUSI TIPUCTYIIOB BO B3POCIOM BO3pacTe.
OpmHako IBa IPYTHX IallieHTa, HaXOASICh Ha TIPOTUBOCY-
JIOPOXKHOU Tepanuu, yMepar BO BpeMsI TSXKEIbIX STUJICT -
TdecKux rpuctynos B 14 u 30 yer [6]. BBuay Beicokoii
KJIWHUYECKON TeTepOreHHOCTU OIMMCAHHBIX CITydaeB OJI-
HO3HAYHO CIIPOTHO3MPOBAaTh pa3BUTHE 3a00eBaHUS IS
HaIIIeTo MallMeHTa 3aTPYIHUTEIbHO. [10 maHHBIM THTEepa-
TYpPBI, TPOIOJKUTEIIBHOCTD JKU3HN MOXKET OBITh CHIKE-
Ha go 20—30 jet 3a cueT pa3BUTUSA pedpaKTepHON dMU-
JITICUH, a TaKXKe TSIKECTU CUMIITOMOB, OOYCIIOBJICHHBIX
BPOXIECHHBIMU ITOPOKAMU Pa3BUTHSI.

[Ipy TTIOBTOPHOM AETOPOXICHUM B CEMbE PUCK pas-
BUTHSI HACJICICTBEHHOM MATOJOTUM BBEICOKMI — OKOJIO
30% c yu€Tom ol1iernomnyssuruoHHoro pucka. I[Ipu rra-
HUPOBAHUU NAJIBHEHIIIETO NTeTOPOKICHMS B CEMbE PEKO-
MEHIOBaHBI IPUMEHEHNE BCITOMOTATEIBHBIX PEIPOIYK-
TUBHBIX TEXHOJIOTHI, a UMEHHO 3KCTPaKOPIOpaJbHOIO
OIUTOOOTBOPEHUSI C IIPEUMIUIAHTAIIMOHHBIM TEeHETHYC-
CKMM TeCTHMPOBAaHWEM, WJIM WHBA3WMBHAas IIpeHaTalbHast
MMArHOCTUKA MPU HACTYIUJIEHUU CaMOCTOSITeJIbHOU Oe-
PEMEHHOCTH.

Oo6cyxnenne

OnucanHbIi B Halleil paborte Tum runepdocdara-
3UH, OOYCIOBJICHHBIN MAaTOTeHHBLIMKM BapyUaHTaMU B Te-
He PIGV, aBnsieTcss OOHUM M3 CaMbIX YacThIX B TpyIINe
runiepdocdaTaznii ¢ HapylmieHUEM WHTEUIEKTYaIbHOTO
pasutus. [1pu JaHHOM THITe HanboJiee SPKO BhIPaKEHBI
deHoTUIMMYEeCKHEe OCOOEHHOCTU (XapaKTepHBIN Julle-
BOI (heHOTUN M OpaxuTesnedasaHTysI), 9aCTO OIMCHIBA-
JOTCSI MHOXXECTBEHHBIC BPOXICHHBIE MOPOKU Pa3BUTHUS
aHOpEKTaJIbHOM 00JIACTM U MOYEIOJIOBOI CUCTEMBI [7].
M3ommpoBaHHOE TIOBBIIICHNE YPOBHS IIEIOYHOM (hoc-
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daraser 7o 1900 En/m (B 5,5 pa3a BbIllle HOPMEI) SIB-
JIsieTcsT  creu@uIeckuM OMOXMMUYECKUM MapKepoM
cuHapoMa Mabpu U MOXET ChITpaTh PELIAIONIYIO POJb
B IMarHOCTUYECKOM MOMUCKe. B cpeaHeM y malmeHTOB
¢ runepdocdaTtazueil KOHIEHTpalUs EJ0YHOU doc-
daTassl B 6 pa3 IpeBbIIaeT HOPMATUBHBIC ITOKa3aTelu
(ot 1,1 1o 17 HOpM), B peIKUX CIIydasix HAXOIUTCS B IIpe-
IeJlax HOpMaJbHBIX 3HAaUCHU, HO TIPX 3TOM OTMEUAarOTCS
JIPYrvue XapakTepHble CUMITOMBI 3a00jieBaHUsT (TUTIEp-
docdarazus, Tunsl 2 u 5) [2].

3akinoueHue

B npencraBieHHOM HAMU KJIMHUYECKOM Ciydyae JaHO
noapoOHOe OIMCaHMe PeIKOro HacjeICTBEHHOro 3abo-
JIeBaHUS 00OMeHa BelecTB — runepdocdarasuu ¢ Hapy-
LIeHWEeM UHTEJIJIEKTYalbHOTO pa3BuTus, TUI 1. [TomyyeH-
HbIe JTaHHbIE O KJIMHUYECKON KapTUHE, Ja0OpaTOPHBIX
1 WHCTPYMEHTAIBHBIX MCCIICIOBAHUSIX Y HAIEro ITallk-
€HTAa MO3BOJISTIOT PACIIMPUTh 3HAHUS O (DEHOTUTTUYECKOM
cniekTpe runepgocdarasuy U MOTAYEPKHYTh TPYAHOCTU
nuddepeHInaaIbHON TUAaTHOCTUKUA 3TOTO 3a00JieBaHUS.
JImarHocTKa peaKoro HacJIEACTBEHHOIO 3a00JIeBaHUS
METOJIOM BBICOKOMPOU3BOAUTEIbHOIO CEKBEHUPOBAHUS
C NajbHEWIIECH BaJvIALlME METOIOM CEKBEHUPOBAHUS
mo CoHTepy MO3BOJISIET YCTAHOBUTH ITHATHO3, CKOPPEK-
TUPOBATh TAKTUKY JI€USHUSI, YTOUHUTH TPOTHO3 U OCYIIIE-
CTBUTb TNMPOGUIAKTUKY ITOBTOPHBIX CIIy4aeB POXKICHUS
OOJILHBIX JETeH JIs1 KaxKI0i KOHKPETHOM CeMbHU.
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