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TABPUUYECKHN MEJJMKO-BMOJOTMYECKHI BECTHUK

5. obcTpykTrBHas GopMma,

6. IaTeHTHOE TCUCHHUE XPOHUYECKOTO MUeIOHePpHTa;

7. IIUTENbHOE TeueHne 00JIe3HY;

8. HeocyllecTBICHHAs XUpPYpruyeckas KOppeKuus 00-
CTPYKLIMA MOYEBBIX MyTEMH.

OmnpeneneHAble HAMHA (aKTOPHI PHCKA Pa3BUTHUS BTOPH-
yHOU octeoneHuu y nereil ¢ XII mo3BoJsitOT BBIAEIUTH
TPYIIBl PUCKA Cpelu JaHHON KaTeropuu OOJBHBIX IS
MPOBEACHUS MPOPHUIAKTHKH M CBOEBPEMEHHON KOPPEKIIHU
OCTEOIEHUH, YTO, Ha HAIll B3IJIAJ, HEOOXOOHMMO BBECTH B
CTaHJAPTHBIA KOMIUIEKC peabWInTaluu JeTei ¢ XpoHudec-
KAM THEJIOHE(PPUTOM IS TOBBHIMICHHUS er0 3PPEKTHBHOC-
TH.
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HACJIEACTBEHHBIE CUHAPOMBI, TPOABJIAIOIIUECA COYETAHHBIMU
AHOMAJIUSIMHU PA3BUTHSI CEPILA U HEPBHOI CUCTEMBbBI

JL.®. Esrymenko, T.M. Mopo3zosa, C.K. Esrymenko, I1.A. Jlennxos, U.C. EBTymenko
LoHeukuli HayuoHanbHbIU MeduyuHeKul yHusepcumem um. M. Mopbkoeo

O6nacmHasi demckas KnuHu4deckasi bonbHuua 2. JJoHeuk

PE3IOME

B crarbe npezacTaBieH aaropuT™M KIMHMYECKOH IMArHOCTHKM HACIEACTBEHHBIX CHHAPOMOB, CONMPOBOXK/IAIOIIMXCS BPOXKICHHBIMU aHO-
MaJusIMU cep/na, AuchyHKIHed HepBHOU U IPYTUX CHCTeM Ha OCHOBe HaOmoneHus 3a 96 neTbMu B Bo3pacte oT 2 10 18 1et.

KuaroueBble ciioBa: A€TH, HACJIeACTBEHHbIC CUHAPOMBbI, TUATHOCTHKA.

SUMMARY

The algorithm of clinical diagnostics ofdhinherited syndromes, attended with the farenomalies of heart is presentedha article,
by disfunction nervous and other systems on the basis of looking after 96 children in age from 2 to 18 years.

Key words: children, inherited syndromes, diagnostics.

CoueraHre MaJIbIX ¥ OOJIBIINX MOPOKOB Pa3sBUTHS Cep-
Ja ¥ HEPBHON CHUCTEMBI 9acTO COMPOBOXKMAIOTCS KIIMHU-
YECKH 3HAYUMON AUCOYHKIHEH NPYTHX OpraHoB, COCTaB-
JIsisl CYIIECTBCHHYIO YacTh WHTETPAIMOHHBIX OOJC3HEH B
MeauiuHe. B Tol uau MHOM cTeneHW CHHIPOMabHOW ma-
TOJIOTHEH y JeTedl 3aHMMAalOTCS KapIUOJIOTH, OPTOIEHHI,
NICHUXHUATPbI, OTOJAPUHTOJIOTH, OKYJIHMCTHI, U ap. Ho crox-
HOCTh JHUATHOCTHKH COCTOUT B TOM, YTO Ka)K/IbIi CIIeI[ra-
JUCT BUJNT, TIPESIKIE BCETO «CBOU HAPYLICHUS.

Hamu 3a 5 jieT ocyIiecTBiICH aHaIN3 KIMHUYECKUX MTPO-
saBieHuit y 96 nereit B Bo3pacte ot 2 1o 18 et ¢ paznnu-
HBIMH BapHaHTaMH MallbIX U OOJBIINX MOPOKOB Pa3BUTHS
cepaiia, HaOMIOIABIINXCS Y TMEeIUaTPOB, KapAHOJIOroB, He-
BPOJIOTOB M JIETCKUX IICHXHATPOB. BceM OONBHBEIM OBLTH
nposenensl DKI' (FOkapn-200) u Dxo-KI' (ALOKA-5500),
a 30 gersam - Xontep-OKI' (“Lab-Tech”) uccnenosanus.

BeisiBniensr: nponarnc mutpanbHoro kianana (IIMK) - 17;

nposarc TpukycnuaaneHoro kiamana (I1TK) - 2; nedexr
mexmpenceparoi (JIMIIIT) u MexokenyI09KOBOM Tepero-

pomok (JIMXKII) - 21; OTKpBITHIN apTepUaTbHBIA MPOTOK
(OAII) - 5; creHo3 nerounoii aprepun (CJIA)- 1; koapkra-
st aopThl (KA)- 8; crenos aoptst (CA)- 4; terpana @amio
(T®D) - 6; pabmomuoma — 2, rUMEPTPOPUIECKAs KapAUOMH-
onatus (['K)- 13; qucruiactuueckast KapAMonaTusi ¢ aHoMa-
neHeIME Xopaamu (JIKAX) — 17.Bce HaGmromaembie 60tb-
Hble KOHCYJITHPOBaHbI W OOC/IEIOBaHbI B T€HETHUECKHX
nenrpax (rr. Jlonenk, Kues, JIbBoB, XapbkoB).

Mbl mpeAcTaBiseM alrOpUTM KIMHUYECKOH AHarHoc-
THKHA HACJICCTBEHHBIX CHHIPOMOB, SIPOM KOTOPOM SBJIs-
FOTCSl BPOXKIICHHBIC aHOMAITUK CepJlla B COYCTAHUH C JTUC-
byHKIMEH, Kak HEpBHOI CUCTEMBI, TaK U IPYTUX OPTaHOB U
CHCTEM.

XpomocoMHble U reHeTH4eckue 6ojie3Hu: CUHApPOM
JdayHa (TpUCOMHS, MO3aWIM3M W TpaHciokamus 21).
JMIIIT u JIMXTI, aTpuoBEeHTPUKYISPHBIA KaHal. YMCT-
BEHHas OTCTAJIOCTh, MEIIICYHAS THUIIOTOHUS, JIHJICIICUS
(10%). HemopasBuTre JTOOHBIX J0J€H, MO3KEUKA M THIH-
nedaabHbIX OTAETIOB MO3ra, HApYyIICHHE MHUEIHHHU3ALMH,

-5-



2010,tom 13,Ne 2

TABPUUYECKHN MEJJMKO-BMOJOTMYECKHI BECTHUK

rojonpo33anedanus. Hu3kuit poct, MOHTOJIOUIHOE, TLIOC-
KO€ JIMLO, 3MMKAHT, KOCOTa3ue, TUCIIa3Hsl YIIHBIX paKo-
BUH, ToTHYecKoe He0o, MIIOCKHi 3aThlIOK; nsiTHa bpymide-
apaa (oTaoxeHust GUOPO3HON TKaHW Ha mepupepru pary-
KHOU obonouku rnasa). Kcepomepma, kepatouaHas jauxe-
HU3aLus, AUCIUIa3us KOCTeH Ta3a, KOPOTKHE KOHEYHOCTH,
KOCOJIaTlOCTh, CUHAAKTHIINS, aHOMAJIUsI CPEIHETO yXa; Mo-
nepeyHbie 1aloHHble ckianku; anomanuu XXKT.

Cunapom komaubero kpuka (5Sp-menenws). JJMXKII,
OAII. OtrcraBanue B yMCTBEHHOM Pa3BUTHH, MUKpoILeda-
nust. XapakTepHbIi KpPHK, JIyHOOOpa3HOe JIIO, HU3KO pac-
TMOJIOKEHHBIE YIIHBIE PAKOBHHBI, aHTUMOHTOJIOWAHBIN pa3-
pe3 ria3, SMUKaHT, THIEPTENOpU3M, KaTapakta, aTpopus
3pUTENBHBIX HEPBOB, aHOMAJIMK KOHEYHOCTEH, TonepevyHas
JaJOHHAs CKJIaJIKa MBbIIIeYHass TUIOTOHMS, MyModYHas W
MaxoBasi TPbIKH.

Cungpom Ilaray (tpucomms 13). Jlekctpokapims,
MEOKEITy IOYKOBBIH Ae(eKT, He3apalleHne apTepuaabHoOTOo
npoTtoka. Mukponedanms. ['myGokast ymcCTBeHHas OTCTa-
JIOCTb, CYAOPOKHBIE MPHUCTYNHI, altHOd. MO3KEYKOBbIE Te-
TEPOTOINH, TOJONPO33HIEDANns U OTCYTCTBHE MEXKITONY-
mrapHo# menn. MukpoTaabMus, Cy)KEHHbBIE TJIa3HbIE IIe-
JIM, KojoOoMa, Katapakrta. [Lmockuil NIMPOKUNA HOC, 3amaB-
mas MepeHoCHIa, HU3KWH CKOMIEHHBIH J100, paciiennHa
ryOsl U Heba, HU3KO PacIoioKeHHBIE, 1e(OpMUPOBAHHBIC
YIIHBIC paKOBUHBLI, TJIYX0Ta, MOJUAAKTUIINA. Henopa3BnT1/Ie
nedeHd. [lonukucTo3 movek, ruapoHedpos, yABOCHUE MO-
4eK, omdalolene, KpPUNTOPXU3M, THIOCHAIHs, MOPOKH
pa3BUTHSI MOJOBBIX OPraHoB. MpllIeuHas THIOTOHHS.

Cunapom DaBapaca (tpucomusi 18). JIMXKII, CJIA,
OAII. I'pybas 3amepka yMCTBEHHOTO U (PU3UIECKOTO pa3-
BUTHS, cynoporu. HeiipoHaibHbIE TeTepoOTONNH, areHe3us
MO30JIUCTOTO Tejla, TUIOIUIa3usl MOKEUKa, JTUCTIIa3Us TH-
MNOKaMIIa, aHOMAJIMU U3BWIIMH U 10Jel Mosra. Jlonuxone-
(hanuueckuii yepen, HU3KUi J100, epenoHyaras mies, nTos,
SMHKAHT, AUCTONHA W JedopMalys YIIHBIX PakOBHH, OT-
CYTCTBUE MOYKH M KO3€JIKa, CYXKEH HapyKHBIH CIyXOBOM
MPOXOJ, MHUKpPOTHATHs, TOJIMKUCTO3HBIE MOYKH, BBICOKHE
CBOJIBI CTOTI, MBIIIIEYHAsI TUITOTOHUSI, CMEHSIIOLIAsICsl THIIep-
ToHMEH. XapakTepHOe paCIMoNOoKeHHe MajbleB (BTOPOit
PAacrioioxKeH Haj TPETbUM, a MATHIA HAll YETBEPTHIM) U pe-
TpodiekcHs OOIBIINX MaNbLEeB KUCTEH PYK.

Cungpom Tepuepa XO. Cunapom Hynan. KA,
JMIIII. Tlcuxuyeckuit uHbanTWIM3M C ditdopueit npu
XOpoIeH MpaKTHYECKOH MPUCTIOCOOIIEMOCTH U COLHATb-
HOM ajanTtaluu, HO C YMCTBEHHOM OTCTanocThio. Huzkopo-
CJIOCTh, 60YK000Opa3Hasl TpyAHas KJIETKa, YKOPOUCHHE IICH,
HU3KUH POCT BOJIOC Ha IIee, KPhUIOBUIHBIE CKIAIKH KOXKH
B oOjactu mew, neopmaius YIIHBIX PaKOBUH, <IHIO0
cUHKCa», YKOpOUEHHE MeTakaphalbHbIX M MeTarap3alb-
HBIX KOCTeH W arutaszusi Qananr, aedopManus JIOKTEBBIX
CYCTaBOB, MHOXXECTBEHHBIC TUTMEHTHBIE POJUHKH, TUMQO-
CTa3, NMOBBILICHHOE apTepHaIbHOE JaBjieHHe, OTOMH(PEKLINH
U CEHCOHEBpaJbHas IIIyxoTa. ['eponmepmus (maromormyec-
Kasi aTpoduss KOXKHM) M MOIIOHKOOOPa3HBIH BU OOJBIINX
HOJIOBBIX I'y0, HEJOPAa3BUTHE MAJIBIX MOJIOBIX T'y0. AMEHO-
pest. Oxupenne. Ocreonopos, ocTeoneHus. AHOMaJINH I0-
4ek. Ha koXe BUTWINTO, MUTMEHTHBIE MATHA, TeMaHTHOMBI.

Cungpom Kunaiingenrepa (47, XXY). IMXII wu
JMIIII, T®, CA. Ot HOpManbHOTO (PU3UIECKOTO M UHTEI-
JIEKTyaJbHOTO Pa3BUTHUS IO YMCTBEHHOH oTcTanoctu. CHH-
JAPOM THIEPAKTUBHOCTU C }J,e(bl/lLll/lTOM BHUMAaHNWA, JU3JICK-
cusi. Mpimeunas runoronus. [lannyeckue ataku. Y3kui u
HU3KUH 7100, TYCTble M KECTKHE BOJIOCHI, y3Kasl MJIOCKas
rpyaHas KJI€TKa, HEA0pa3BUTHUC IMOJIOBLIX OPraHoOB, CKyAHas
pacTUTENFHOCTh Ha JIMLE W B ITOAMBIIICYHBIX BMaJMHAX,
mmpoKui Ta3. s ogHUX OGOJBHBIX XapaKTepeH BBICOKUN
POCT M aCTEHUUYECKHE YEPThI TEIOCI0KEHHS, IS APYTUX —
€BHYXOM/IHbIE MPOMOPIMN M THHEKOMAaCTHs, KOTopas Mo-
JKET OBITh OHO- WK ABYCTOpOHHEH. [TocTosiHHBIE pU3HA-
ku cunapoma KnaitHdentepa — Hemopa3BUTHE MOJIOBBIX
opraHoB u 6ecroane. OcTeonopos.

Cunapom «kowmavuii raa3, AJ/l; uHBepcus U AyIUINKa-
s 22911, AMIIII, JAMIII. KorHuTHBHBIE HapyLIeHUs.
MuKporHaTHs, CTEHO3 Hapy>KHOTO CIlyXOBOTO KaHasa, HU3-
KO PAaCHOJIOKEHHBIE YIIHBIE PAKOBHUHBI, TMIEPTEIOPHU3M,
KOJIOOOMBI, MUKPO(TaIbMUsI, MOHTOJIOWIHBIN pa3pe3 rias,
BbIcOKOe He0o. brunmapHast arpesust, areHe3ust MaTKH M TIO-
YeK.
Cungpom Bunbsimca - Boiipena, AJl; 7q11.23.AC,
CJIA, nmedexTsl Teperopofok. YMCTBEHHas OTCTalIOCTh,
MCUXUYECKUE HapylieHus. Mpiieynas runotonusi. CuHm-
poM «iuiia 3JbGa»: MOJHBIC NICKH, MaJlCHbKas HUKHSIS
YeJI0CTh, OTKPBITHIH POT, OTTONBIPEHHbIE YIIHBIE PAKOBH-
HBl. ['0myOble pamyx K, cTpabu3M, KpaHHOCHHOCTO3, KH-
(ockoano3, XpUILIBIA rosoc. ['unepkaibuueMusi, 3amopsl,
AQHOPEKCHsl, PBOTA, MOJMYPHs, TOJUIUIICHS, TToUeyHas He-
JIOCTATOYHOCTb.

Cungpom Ameprta, (MOpPoK pasBuUTHs ¢ akporedanuei
n cunpakrunueit), AJl; 10926, fibroblast growth factor
receptor-2 (FGFR2)JIMXII. BapuaGenbHas MeHTaIbHAS
3ajiepKKa. ATeHe3Hsi MO30JIMCTOrO TeJsla, BEHTPHUKYJIOMera-
s, Tuaponedanus, OTCyTCTBHE TPO3PavHOM Meperopoa-
kd. ['unormasus MUHIAMMH Mo3xkedka, Kuapu 1 mamsdop-
Mauus, apaxHoOMJalbHas KHUCTa 3aJHEd YeperHoO SMKH.
BpoxaeHHBIH NOPOK pa3BUTHS Yepena — KPaHHOCHHOCTO3
(KopoHapHBIi), CTEHO3 IOTYJIIPHOTO OTBEPCTHS, OAIIeHHbIH
yepen. JIlyHooOpa3HOe JIMIIO, HPUILIFOCHYTBIA HOC, MydYer-
nasue, Bbicokoe Hebo ¢ pacuiernsienueM. CHUKEHHE ClyXa,
cTpabu3M, CHHIAKTHIINS, TONMUAAKTUIIUS; TIOPOKH Pa3BUTHSI
II03BOHKOB; 330(hareaibHasi aTpe3us, aTpe3ust 3aHero Mpo-
xozxa. Kpunropxusm, BaruHaibpHas aTpe3usi, ThApoHedpo3.

Cunapom Kpy3zona, AJl; 10926; FGFR2T®, OAII,
KA. KorHutuBHble HapylleHMs, CyAOpOTH, yacTas TIoJIo-
BHast 00sb. CoHHbIE anmHO3. YepenHo-nuieBas TUCILIa3us.
KpannocurocTo3 (KOPOHAIBHOTO, CArHTAIBHOTO, JaMOI0-
BUIHOrO MIBOB). KpanunocteHos, Opaxuuedainus, mporHa-
TU3M, THUIOIUIA3usl BEpXHEH 4YenmocT. DK30(TaabM, aTpo-
¢us 3pUTENBHOTO HEpBa, TUIIEPTENIOPU3M, CTpabu3M, amb-
JIMOMHUSI, KEPATUT. ATpe3usi HaApYKHOTO CIYXOBOTO MPOXO-
Jla, KOHOYKTHBHAsI TYroyXocTh, AedekT 3yooB. Kanpuudu-
Kalisi CTHJIOTHOUAHON CBsi3KH. LlepBUKaIbHbIE aHOMAIUU
MO3BOHKOB.

Pyomnmreitna — Teiidou cuaapom, AJ[; 16p13.3,
22q913. OAIl. YMcTBeHHasi OTCTaJOCTh MHUKpouedaus,
ctpadbu3m. Cunapom mupokoro 1 manpiia KUCTEH U CTOII,
YeperHo-JuIeBble aHoMaluu (MUKporuedanus, 3arHyThiid
KHU3Y KOHYMK HOCa, TMITOILIA3Us KPBUILEB HOCA, PETPOrHa-
Tust). [UpCYyTH3M, SIPKO-KPAaCHBI HEBYC Ha KOxe j0a, 3a-
ThIJIKa, OOKOBOH MoBepXHOCTH 1en. Karapakra.

Cekkensi cunapom, AP; 3022-q24. IMXII, OAII.
YMcTBeHHas oTcTanocTh MuKpoledanus. KapiukoBocts ¢
«IITHLIETOJIOBOCTBIO». Y3KO€ JUIMHHOE JIMIO, OOJNBIION
«KJTIOBOBUAHBIA HOC», Onedapodumos, rumormiasus 3y0os,
perporHarusi. Arutaszusi pedep, KudOCKoIno3, MIOCKOCTO-
nue, KOCOJIANoCTh, BbIBUX Oenep, rumoruiazus 1 masbla,
KPHUIITOPXH3M.

Cunnpom Cwmuta-Jleman-Onurna, AP; 11912-9q13.
JAMXII, OAII. YMmcTBeHHasi OTCTaJIOCTh CYJOpPOTH, TUIIO-
TOHHS MIIQJICHIIEB, crlacTuka y aereit. [‘maponedanms. Jlo-
OHasi TUNOMIa3us, IEePUBEHTPUKYJISPHAs TeTEepOTOMNUS.
Muxkponedanus. JledopMupoBaHHbIE HU3KO PACIIOIOXKEH-
HBIE YIIHbIC PAKOBHHBI, MTO3, SMHUKaHT, KaTapakTa, CTpa-
OM3M, KOPOTKHiI1 HOC C IIMPOKMM KOHYMKOM U BBIBEPHYTHI-
MU HapyXy HO3JpSAMH, pacuieruieHue Heba, TUMOCHaaus,
KPUIITOPXHU3M. AHOMAJIMU TIOYEK, JIETKUX, TMIOIUIA3us TH-
Mmyca.

Arakcus ®puapeiixa, AP; frataxin —ren (FXN, 9913,
9p23-pll). DkcmaHCHs TPUHYKIEOTHIHBIX  MOBTOPOB
(GAA). Tuneprpoduueckas KapaIHOMHOMATHs, KOPOHAp-
HblE HapylleHWs. ATakcus, AM3apTpHs, HUCTAarM, Hapyllle-
HHUE TPONPUOPELENITUBHON 1 BUOPALIMOHHOM YyBCTBUTEINb-
HocTH. [lepudepudeckas ceHcopHas HeBpomaTtus. Hapy-
LIEHHE CEHCOPHOW M MOTOpHOH mpoBoaumocTH. OTCyTCT-
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BHE CYXOXXWJIBHBIX pediexcos, crona Opuapeiixa. Cxomu-
03. J/lnaber.

HacaeacrBennble 6oJie3Hu o0MeHa: 'omoumcTuHy-
pusi, AP; 21q22.3IIMK, undapkr. Tpom603s1. CHIKEHHE
WHTEIJIEKTa, CYJOPOKHBIE MpPUIAIKH, LepeOpoBacKyJsp-
HbIe HHLIUJCHTBI, ICHXUYECKUE HapyILIeHUs], LiepeOpatbHble
UHCYIBTBl. DeHOTHIIMYECKH OOJbHBIE OTIMYAIOTCS BBICO-
KUM POCTOM, IJIMHHBIMU KOHCYHOCTAMH, apaxXHOAAKTHIIN-
eif, Ku(OoCKOINO30M, MIOCKOCTONHEM. XapaKTepHO Halu-
YyHe BBIBMXa WM MOJBBIBUXA XPYyCTajlMKa TIJa3, MOIHWH,
WHOT/J]a KaTapakThl, TJayKOM, TejeaHrudkrasuii. Tpomoo-
sMmbomus. Penkue cBeTsble BOJIOCHI, SKCKaBalMs KOJICHEH,
aHEMHMs, )KUPOBOE IEePEPOKICHHE IEUEHH, TAHKPEaTHT.

Mykonomucaxapuaosbl: MIIC (6one3nn IypJep),
AP; 4pl6.3. MyrtaHTHBI  QepMeHT -  ambda-L-
UIypoHUza3a. AopTalbHash W MHTpaJbHas HEJOCTaTOY-
HocTb. KoponapHas Oose3nb. [lopaxkenue aoprajibHOrO
KJanaHa. [ UrmepakTHBHOCTh arpecCUBHOE MOBEJCHHUE, pacc-
TPOWCTBa CHA, BBIpaXKEHHas 3a/IeprKKa [ICHXOPEYEeBOr0 pas-
BUTHS, Tepexojsias B ICUXOMOTOPHBIH perpecc. Hapy-
mieHne ciyxa. MaHugecTupyer rpbbkaMH, TenarociuieHo-
Meranuei, KpaHnopauuaabHBIMU AU3MOpdUsIME (raprou-
au3M:  ponuxouedanbHas/ rugpouedanbHas/  Gpaxuile-
¢anbHast/ ckadouedanbHas dpopma yepena, BHICTYHAIOLINE
J00HBIE OYTPBI, TUIIEPTEIOPH3M, KOPOTKHIA HOC C IITUPOKH-
MM HOCOBBIMH XOJaMH, OTKPBITBIIl POT, GONBIION SI3BIK).
3ajepKKa pocTra, 4acTble WH(MEKIUH BEPXHUX M HUKHHX
JbIXaTeNbHBIX IyTeH, TYroyXocTh, IOMYTHEHUE POTOBHLIBI,
rnaykoMa. [lpexxaeBpeMeHHOE 3aKpbhiTHE IIBOB 4Yepera,
THUIIOTUIA3MS MOSICHUYHBIX MO3BOHKOB, MOSICHUYHBINA K103,
JIUCIUIa3UM KOCTEH Ta30BOr0 W IJIEUYEBOIO Mosica, rpyaHON
KJIETKH, KOPOTKHMX W JUTMHHBIX TPYOUaThiX KOCTEH, Tyromno-
JIBIDKHOCTB BCEX CYCTaBOB, KUCTb B BHJIE «KOTTHCTOHW Ja-
BI».

MIIC (6one3un Mopkuo). AP; 16924.3un IV A: my-
TAaHTHBIA (epMeHT- ramakto3o-6-cynmbdarasza; tun |1V B:
MYTaHTHBIH (epMeHT - Oerta-D-ramakrosmnaza. Tsoxensie
dhopMbl MaHU(ECTUPYIOT B Bo3pacTe 1-3 rona BanbrycHoi
nedopmanmeil KOJECHHBIX CYCTaBOB, KH(O30M, 3a/1EPKKOH
pocTa, YKOPOUEHUEM TYJIOBHUILA U LIEU, YTUHON MOXOAKOM.
KapaukoBocTb, kn¢o3, runepiaopaos3, CKOJIHO03, OBOUAHAS
Jedopmanus MO3BOHKOB, TMITOILIA3US 3yOOBHIHOTO OTPOC-
TKa 2 MICIHOTO MMO3BOHKA, BeIyIlasl K aTJIaHTOAKCHAILHOMY
MMOABBLIBUXY U MHUECJIONATUH. Fl/lﬂeppaCTﬂ)Kl/lMOCTb CBA30K,
nedopMauus 3MUGHU30B TPYOUAThIX KOCTEH, paclIMpeHue
MeTtadu3os, ocreonopos. [TomyTHeHHnE POroBHIIBI, TOPOKH
cepAla, renaToMerajifio, FUIOIUIa3HI0 IMalH, Kapuec, Ty-
TOYXOCTb.

I'niukorenos3sl AP. Jlepuimt kucioii ManbTassl (JIKM)
wim raukoreHos |l tuna nmubo cumnromokommieke [Tomne:
17925.2-925.3Muokapauonarusi, Kapauomeraiaus. [ umo-
ITIMKEMHUYECKHe CYIOpOrd. 3aiepKKa MOTOPHOTO pPa3BH-
TUs. Muonatust: nudQy3Hasi MbllIeqHasi TUIIOTOHUSI U MBbI-
IIeYHasi cnaboCTh B MEPBBIC HENCTU WM MECSLBI JKH3HH.
Makporioccusi, KapIuoMeraius 1 yMepeHHast rernaToMera-
JIUA. Cepuelmaﬂ W JbIXaTejbHasA HCAOCTATOYHOCTL IMPUBO-
JUT K JICTAIbHOMY MCXOJy B TE€UYEHHE IEpPBHIX JABYX JIET
HKHM3HH.

Cunapom  Jloypenca-MyHa-bapae-buaas, Al
JMXII. YMcTBeHHast OTCTaIOCTh MUKpoLedanus, Cyaopo-
rd. MO3XeuKOBbIe, SKCTpanupaMUIHbIe HapyLIeHHs, Crac-
THYecKas maparierns. [lopoku mosra (aTpodus W3BHIMH,
ACHMMETpHsl TOJIyLIApUid, arcHe3us MO30JHCTOTO Tela
spina bifida).Oxupenne, monmumaKTUINs, TUTMEHTHAS pe-
TUHOIIATUsA, T'UIIOICHUTAIU3M, T'MIIOIOHAJH3M. AHomanuu
pa3BuTHs yeperna (OalleHHBIH 4eper, BOMYbS MAcTb, pac-
IISTUICHUE HIKHEH YeIIOCTH), TUCIUIa3us pedep U Mmo3BOH-
KOB, T'€MEpaJIoNusi TPOrpeccUpylomias TYroyxocTb HIIH
rayxota. Jlucnnasus pebep M TMO3BOHKOB, pacllelyieHue
HIDKHEH 4ellfocTy 1 Heba.

Cungpomsl auddepeHIMPOBAHHON IUCIIA3ZMM coe-
AuHUTEabHOU Tkanu. Cunapom Diepca-Jlannoca (rumne-

pmobmibHbiit) AT, 6p21.3, 2931 (COL3A1, TNXBPyn-
Typa KpPYIHBIX COCYIOB-KapOTHIOB, pa3pblB aHEBPU3MBI
aoptsl. IIMK, murpansHas perypruranus. [loBeimeHHas
TpaBMaTH3allMsl HEpPBOB (CHHAPOM 3arsiCTHOTO KaHaua),
napecTe3uy, HeBpaJIrus TPOMHUYHOTrO HepBa. MblliedHas
cnabocTh, TUNOTOHMS. Muanrus. 'nnepMoOWIBHBIH cycTa-
BHOIM CHHApPOM (pacTsDKeHHe, BBIBUXH), IUIOCKOCTOIIHE,
BBICOKOE M y3Koe HEOO, KpoBomoATékH. Jlerko TpaBmupy-
fomasicst 6apxaTHo-Tiaakas koxa. Aprpanrus. Jledopma-
[[MM TO3BOHOYHKKA (CKOIHO03, Ki(}o3). OcTeonopos, ocTeo-
neHus., Mmanbpopmanus ApHoibaa — Kuapu. ®yHkunona-
JIBHBIE PacCTPOICTBa KUIIeUHHKA (FaCTPHUT, CHHIPOM pasj-
PaXEHHOTO KHIICUYHHKA).

Cungpom Mapdana. AJl; 15921.1 fibrillin-1 (FBN1).
Pacimpenune n aneBpu3Ma Bocxonsiuei aoptel. [IMK c/6e3
peryprutauuu. PaciimpeHue nero4Hod aprepud Opu OT-
CYTCTBUH KJIANAHHOTO WM MepUPepHYecKoro JIErouHoro
creHo3a. Kanpuudukanus MUTpaibHOTO KOJblia. YBennye-
HHE TBEPAOH OO0OJOYKHM CIUHHOTO MO3ra B TMOSICHUYHO-
KPeCTLOBOM oTzaese. MbliiedHasi ciiabocTh, YMEHbIICHHE
MblIIeyHONH Macchl. KunemnonoOHas rpynHas kieTka. Bo-
poHKoOOpa3Hasi aedopMarus TPYAHOH KIETKH, CKOJIHO3
MO3BOHOYHMKA WM CIIOHAMI0IKMCTE3. OrpaHnieHue pasru-
OaHus B OKTeBOM cycrtaBe (MeHbiie 170rpan.). [Tnockue
CTYITHH; TUIEPMOOMIBHOCTh CYCTaBOB. Jlomuxomedanms,
BBICOKOE€ HEe0O co "CKyueHHbIMH' 3y0amH; peTporHaTHsl.
OHo(pTanbM, aHTUMOHTOJIOMIHBIM paspe3 ria3. DKTomus,
MOJBBIBUX XpyCTanrKa. AHOMaJIbHO TUIOCKasi porosasi 000-
Jovka. ATpouueckre CTpUH, KOTOpbIE HE aCCOLMUPYIOTCS
C U3MEHEHUsIMHU Beca.

CUTIS LAXA, AP; AJl; 14932.1, 7911.2, FBLNSIe-
roYHasi TUIIEPTEH3Msl, epude-pUIeCKUi JIETOYHbIH CTEHO3.
I'mneppacTsHkUMOCTh  KOXKH. PecnmparopHble MHGEKINH,
smbu3ema, auadparmMaibHas TpbDKa, IMyHNOYHAS TPBIKA,
JUBEPTUKYJ MOYEBOTO ITy3bIpPS.

Bpo:xkaennbie nepenombl. Bapuko3Hoe pacuiupeHue
BEH

®akomarto3bl. Cunapom I'unnean-Jlunpay, AJl;
7911.23; 11913, 3p26-p2BpoxaeHHsblil MOpoK cepaua,
OTKPBITOE OBAJIbHOE OKHO. AHTMOMAaTo3 MO3KEUKa, CIHH-
HOTO MO3ra; CHHXKEHHUE CllyXa, FOJ0OBOKpYKeHHE. AHTHOMa
PETHHBI, TEJICAaHTMIKTa3MH JIMLA, TPYTHON KIETKH, KHUBOTA,
KOHEYHOCTEH, TeMaHrHoMaTo3 JIErKHX, IE4YEHH, MOoJIKe-
JYZI04HOH JKele3bl, (heoxpoManuToma.

Cungpom bBypueBunsi - Ilpunriaa (Ty0depo3Hblii
ckaepo3) AJl; 16p13.3; 12q14; 9932abmomromMa cepria.
Cunapom Wolf-Parkinson-White.Cynoporu, uH(paHTHIIb-
HBIE CIla3Mbl. YMCTBEHHas! OTCTaJOCTb. AJIEHOMa CaJIbHBIX
JKeJle3, yYacTKH LIarpeHEeBOW KOXH, IeMMIMEHTHPOBAHHBIC
MSITHA Ha KOXe, (PUOpPOMATO3HbIE Y3EJIKH, OMyXOJH MOYeK,
TMIEYCHH, JIETKHX, CKJIOHHOCTh K MaJUrHu3anuu. Kncrosuole
n3MeHeHus ¢ananr, redekt 3yOHoH IMaH.

IlceBnokcanToma 3aactuyeckasa. Cunapom I'penod-
amap—Ctpanndepra AJl, AP 17q921.3-q22, 16pl3.1zen
PXE. KoponapHast HeIOCTaTOYHOCTb, KaJubIH(UKALUSI KO-
po-HapHbIX aptepuid, [IMK, runepronus. Oxkiro3us apre-
puii roioBHOrO Mo3ra. [lopakeHust KOKH (MENKUE KelTo-
BATBIC MAITyJIbl), CKIAA4aTOCTh M MOPLIMHBI HA KOXKE, IJ1a3
(aHruouHBIC TONIOCKH Ha CETYATKE), KPOBOUBJIHUSIHHUS Ha
[JIa3HOM JHE, Xopuouaut, muonus, cienota. KKT — kpo-
BoTeueHHs. OKKIIO3US apTepHii KOHEYHOCTEH.

Cungpom Ociepa-Bedepa-Panmmo, AJl, 12q11-q14.
Jlerounoe cepaue. AHEBpU3MBI M aHOMAJIMU COCYIOB TOJIO-
BHOTO MoO3ra (CyZIOpOTH, FreMHIape3bl, HapyIICHHE 3PEHMS,
peyd, HIIEeMHUYECKHe U TeMOPPArduecKue HHCYIbTHI).
MHOXECTBEHHbIE ~ TEJIEAaHTHIKTa3|H, TPOTPECCHPYIOIINe
HOCOBBIE KPOBOTEUEHUs, apTEpPUOBEHO3HbIE (PUCTYIIBI JeT-
kux, XKT, uuppos nedenu.

[atonorus monHbIx kaHanoB: Cunapom Pomana-
Yopaa, AJl; 11p15.5. Yanunenue unrepsana Q-T. Cunko-
MaJbHBIC COCTOAHUSA, CyJOPOI', CHHAPOM BHE3aIMHOM CcMEp-
TU. AcTeHHYecKui (heHOTHM, 00II1ast CI1aboCTh, TITYXOTa.
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TABPUUYECKHN MEJJMKO-BMOJOTMYECKHI BECTHUK

AH/IEPCEH-CHHAPOM — NEePHOAMYECKHH Napajaud c
apurmueii, AJ[; 17923.BenTpukysspHas apuT™Musi, OUru-
MEHUsI, TAXUKAP/I¥sl, KIalaHHble aHOMaJKH, OoKaaa mpo-
BoaUMOCTH. CHHKOMAJIbHBIE COCTOSHMS, CHHIPOM «BHE3a-
mHOU cMepTu». JIe6roT ot 2 1o 18 net. J[nuTenbHOCTh SMH-
3010B oT 1 Waca mo cyTok, nquddy3Has MblieyHas ciabo-
ctb. CkeneTHble AedopManiu: Malblii POCT, KIWHOJAKTH-
Jiis, CHHAAKTUJINA, CKOJIMO3, TUIIEPTEIJIOPU3M, T'UIIOIIa3usd
HIDKHEU YeNIOCTH, ¥ MOJISIPOB, HU3KOPACIIOIOKEHHbBIE YIII-
HbIE PAKOBHUHBI.

Hecmotps Ha pa3zHooOpasue MOp(OIOrHIecKUX BapHaH-
TOB CEp/CYHBIX aHOMAJIHMH, KIIMHUYECKAas! KapTHHA B paMKax
Ka)KI0ro M3 HUX XapaKTepU30Balach HaJIWYMEeM KapIuairu-
YEeCKOro, apUTMHYECKOrO, BETETATUBHOTO, COCYIHCTOTrO,
reMOpPParuueckoro CMHAPOMOB B PA3IMUHOM COYETAHHU HX
Kak MeXIy co0oil, TaKk ¥ ¢ MaTOJOrHYECKUMH CUMITOMAaMHU
JIPyTUX OpraHoB W cucteM. Kapauanaruu HaOMOIaIuCh Y
45% nereit ¢ [IMK, TITK, JKAX. Yacts aereii oTMevain
0omb 3a TPYOVHOW C Uppagvanyell B MEXIONATOYHYI0 00-
JIacTh. bosib MMesna KOJTIOUMi, pexe CKUMarOUIUN XapakTep,
BO3HHKaJIa CIIOHTAHHO WU IMPOBOIMPOBAIACH (U3MUSCKUM
HaMpsHKEHUEM WM TICMXO3MOLMOHAIIBHBIM ~ CTpeccoM. Y
29% neteit ¢ matomorue MOHHBIX KaHanoB, JJKAX, IIMK,
aHOMAJIUel JIETOYHOM apTepry UMEIH apUTMUYECKUN CHH/I-
POM, KOTOpbIii MPOSIBISUICS OILYIICHUEM YCHICHHOTO WU
YYAIIEHHOTO CepaIcOreH s U nepebosiMUu B paboTe cepilia.
JlaHHbIE OLIYIICHUS COMPOBOXKAATUCH UCKOM(POPTOM, UHO-
rjaa JUInoTUMKed, 0OMOpOKaMU U CTPaXOM CMEPTH B OTBET
Ha pa3lIMYHbIe Pa3IpayKUTENIH, TAaKUEe KaK BOJHEHHUE, TUIICP-
BEHTWIALMS, TIEPEXOIOM U3 TOPH30HTAIEHOTO B BEPTHKAIb-
Hoe monoxeHne. OcoOOCHHOCThIO CYOBEKTHBHBIX IPOSBIIE-
HUI ObLIH JXKaJIOOBI HA YTOMJISIEMOCTh, CHIKCHHE PabOTOC-
MOCOOHOCTH, HEMEPEeHOCUMOCTh JKapbl, TPAHCIOPTA, IYIII-
HBIX (MHOTOJFOJIHBIX) MTOMEIICHHUM. DTH Kamo0bl COMPOBOK-
JaJIMCh HApYUWECHUAMU COCYANUCTOTO TOHyca: TMOKpaCHEHHUEM
KOXH JIMIIA, I, BEPXHEH YacTH TYJOBHIIA, MACTO3HOCTHIO
JHLA U KOHEYHOCTel, OOMOPOKaMH, TPaH3UTOPHBIMU Hapy-
IICHUSIMU 3PCHUS, MEIbKaHUEM «MYIICK Tepel Ia3amu»,

V]IK: 616.12 — 008.331.1:0532/.6
© KOJIJIEKTUB ABTOPOB, 2010

OLIYILICHUEM MYJIbCALMU B TOJIOBE W ylIaX, MBIILICYHOH JpO-
KbIO, TAPECTE3USIMH, 3510KOCThIO KOHeuHocTel. Y 34% Bere-
TATUBHBIA CHHIPOM OBbLI MapOKCHU3MAIBHBIM U COYETANCS C
BEreTaTUBHBIMU KpPH3aMH B BUJIE MApOKCHU3MOB C PE3KOH
CnaboCThIO, OIIYIICHHEM jKapa WM, Hao0OpOoT, 03HO0Oa,
NPUIMBAMH, OJIBIIIKON, SMOIMOHAJIBHBIM BO30YKICHHUEM,
MoOJIeIHEHHEM WITH MTOKPACHEHHEM KOXKHBIX MOKPOBOB, I10-
TIMBOCTBIO, CEPALECOHEHNEM IIUTEIBHOCT OT HECKOJIBKHX
MHHYT 70 1-2 yacoB. K BaKHBIM MpU3HAKAM aHOMAIHi pas-
BUTHSI CepAlla OTHOCHJINCh M3MEHEHHUsS] apTepHabHOTO JaB-
JIEHHsI, KOTOPbIE OTMEYAIMCh MPAKTHYECKH Y BCEX HAOJrO1a-
€MBIX JIETEH.

BaXHO y4WTHIBATh BECh KIIMHMYECKHUIl CIIEKTP MaTOJIO-
IMYECKUX CUMITTOMOB M CHHIPOMOB Y KaXKI0TO0 KOHKPETHO-
ro pebeHka. Mbl HajeeMcCsl, YTO 3HaHHE OCHOBHBIX KpHUTE-
pHEB Pa3IMYHBIX CHHAPOMOB, MPHUBEJICHHBIX B AMArHOCTH-
YECKOM aJITOPUTME, MO3BOJHUT OIMPEAETUTECS CO CBOEBpE-
MEHHOU KJIMHUYECKO BepudUKalMeil quarHo3a v ajeKBa-
THOH TepaneBTUUECKON TaKTUKOM.
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COBPEMEHHBIE TEXHOJIOTUU JUATHOCTUKHU U JIEYEHUS JETEN
C APTEPUAJIbHOU TMIEPTEH3UEN

A.C. Cenaroposa*, I'. P. Myparos, M.A. I'onuaps*, A.1. Ctpamok, H.B.KonoBanosa
Xapbkoeckull HayuoHasbHbIl MeOUUUHCKUU yHUsepcumem®, 2. Xapbkoe

O6nacmHas 0emckas KnuHu4eckasi bonbHuya, . Xapbkoe

PE3IOME

B craTbe mpezacTaBieHbl pe3yabTaThl 00cieqoBaHus 48 MaIbYUKOB ¢ apTepuanbHOil runeprensueil B Bopacte ot 12 1o 17 ner. Boisis-
JICHBI 0COOCHHOCTH (DYHKLIMOHAIBHOTO COCTOSIHHSI CEPACYHO-COCYAMCTON CHCTEMBI MO JaHHBIM IOIIUICPIXOKApAHOrpaduu, a Takke
TIOKa3aTeNeil CyTOYHOr0 MOHUTOPHUPOBAHHS apTEPHAILHOTO JaBJICHUS Y IeTel ¢ IepBUYHON apTepHalbHOM IMIepTeH3Heil U THIIepTeH-
3Mell B CTPYKType I'HMIIOTAIAMMYECKOro CHHApoMa mybepraTHoro mnepuoza. ITokasaHa BO3MOXXHOCTb HCIIOJIB30BAaHUS B COCTaBE KOM-
IUIGKCHOM Teparuy 0JIHOrO Kilacca aHTUTUIIePTEH3UBHBIX JICKAPCTBEHHBIX CPEACTB — HHTHONTOpOB ATID.

KuioueBblie ciioBa: 1eTw, apTrepuaJjibHasli THIIEPTEH3US, runoTajJaMuvecKui CHHAPOM, THATrHOCTHUKA, JIeHUEeHHE.

SUMMARY

In the article the results of inspection of the 48 boys witlehgpsion in age from 12 to 17 years are presented. The teafuhe func-
tional state of the cardiovascular systemd also indexes of day's monitoring to getepressure for children with a primaayterial hy-
pertension and hypertension in the structure of hypothalamic@yedof teenagers period. Possibility of the use in composibon-
plex therapy one class medications — inhibitirs of APF is rotined.

Keywords: children, arterial hypertension, hypothalamic syndrome, diagnostics, treatment.

[TOBBIIEHHOE BHUMAHWE K M3YYECHWUIO apTEPHAbHOM
runeprersun (Al') B IeTCKO#M KapIWOJIOTHH, TI0 MHEHHIO
BEYIIMX HCCienoBaTeNed, 00yCIOBICHO TeM, YTO MCTOKH
BO3HUKHOBEHHUS CEPAEYHO-COCYAUCTHIX 3a00JeBaHUi Y
B3POCIIBIX JIEXKAaT B JETCKOM W MOAPOCTKOBOM BO3pacTe

[1,2,5,6,8,17].BozuukHoBenne Al y nmeTeil mpUBOIUT K
3HAUYUMOCTH €€ PaHHEeW AMArHOCTHKU U MPOQUIAKTHKUA Ha
aTarne, Korjaa MOBbIIMICHHE apTepuansHoro napineHus (AJl)
elle He UMeeT CTAOMIBHOTO XapaKTepa U He JOCTUIaeT BbI-
cokux mudp [1-6,10,11,14].
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