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HepeaKko noa macko# «06bI4HOMO» paxuta MpPoTeEKAaloT TaxKesble 60/1e3HU MOYEK, pa3BMBaloLMECS B pe3ysbTare Hacjeq-
CTBEHHbIX WJIN NPUOBPETEHHbIX, NEPBUYHbIX MM BTOPUYHLIX AEMEKTOB NOYEYHbIX KaHa/ bLeB. HenpaBnibHas AnarHoCcTUKa
Be/lET K HeafjleKBaTHOM Tepanuu, 6bICTpOMy rporpeccrpoBaHmio 60J1€3HU U Pa3BUTHIO NOYEYHOHM HEAOCTATOYHOCTH. B cTaThe
OlriMcaHbl OCHOBHbIE MoAgxoAbl K ANWarHOCTUKe U JIeHeHUo TyﬁyﬂﬂprIX PacCcTpoMCTB C PaxMTonogo6HbIM CUHAPOMOM, Npes-

CTaBJiEH pPAA KIIMHNYECKNX ciy4aeB U3 COGCTBEHHOM NPaKTUKM.
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Paxutonogo6HbIM CMHAPOM BCTpevaeTca y AeTer Mnpwu
nopaxeHWn Mo4YeK B CTaguMM XPOHUYECKOM MOYeYHOM
HEel0CTaTOYHOCTU M MPW TaKMX AOCTAaTOYHO peaKux 3abo-
NleBaHWaX, Kak TybynonaTuu, 4acTo CKpblBatowWwmecs nog
MacKoW BUTaMuH D-gedumumtHOro paxuta. B atux cnyvasx
Heo6X0AMMO CBOEBPEMEHHOE MPOBEAEHME MOA KOHTPO-
nemMm Hedposora KOMMAEKCHOIO KINMHUKO-TabopaToOpHOro
o6cnefoBaHus, UCKKOYaloLWero, B NepByo o4epeib, Xpo-
HWYECKYI0 MOYEeYHYI0 HEeAOCTAaTOYHOCTb M BO3MOXKHbIE
KaHanbueBble HapyweHus. Bce Bbllweo603HaYeHHOEe
NOCNYXXMNO OCHOBAHWEM 18 MpefcTaBNeHus B HacTos-
em coobleHnn HEKOTOPbIX Hanbonee BCTpevalolmnxcs
BapuaHTOB Ty6ynonaTui.

TEPMUH «paxuT» XapaKTepU3YeT HapyWEHHYD MUHepanu-
3auUMi0 3NUMOU3apHbIX 30H POCTa C Pa3BUTMEM KOCTHbIX
nedopmaumi 1 HapylleHeM IMHEMHOro pocTa.

PeHanbHbI TYOYNSApHbIA auuaos

[MopaxeHne KOCTHOM TKaHM Yy aeTen ¢ TybynonaTusMu
o6ycnoBneHo psagoM GakTopoB, cpefau KoTopbix ocoboe
3Ha4YeHne NpUHaAONEXWT auuaosy. YpoBeHb pH nnasmbl

CYLLECTBEHHO B/IMSIET Ha CTEMEeHb CBA3bIBAHUSA KabLUg
¢ 6enkom. Tak Kak KOCTb SBNSIETCH OCHOBHbIM KMUCNOTHbIM
6ydepoM B opraHuame, XPOHUYECKMN MeTaboNnyvecKuin
auMao3 No6oro NPOUCXOXKAEHUS OKa3blBaeT 3HaYUTENb-
HOEe JencTBME Ha pa3BMBalolLerocs pebeHKa, cneacTBUEM
KOTOpPOro CTaHOBMUTCS 3adepiKKa pocTa. Kpome Toro, auu-
[103 CYLLECTBEHHO TOPMO3UT abCopPOLMIO KaNbLMA KOCTbO
1 MOTOMY BbI3bIBaET YBENMYEHNE M0 IKCKPELUH.
PasBuTMe MeTabonnyeckoro auuaosa obycioBNEHO Hapy-
LweHneM peabcopbLmm 6MKapOboHATOB M CEeKpeLun MOHOB
BOAOPO/JA, @ TaKXKe HapylleHWeM aKTMBHOCTU KapboaH-
ruapasbl, Katanuaupyouen obpatumyto ruapartaumio CO,
(aKcnpeccua GpepmeHTa o6HapyXeHa He TOJIbKO Ha MpOoK-
CUMabHbIX TYBYNSPHbIX KNETKax U KneTKax cobnparteNbHbIX
TPyOOK, HO U Ha OCTeOKNacTax, e OHa y4acTByeT B 0bpa-
30BaHWKU MPOTOHOB).

BblgensioTr Tpu Tvna peHanbHoro Ty6ylasipHOro auugosa:
| — AucTanbHbIM Knaccuyeckui, Il — npoKcuManbHbIi U
IV — peaKkuin BapuaHT AMCTanbHOro TybynspHOro aunaosa
¢ runepkanuemuen. bonee nogpo6bHO MMEET CMbICA OCTa-
HOBWTLCS Ha NEPBbIX ABYX.
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Tubular disorders with rickets-like syndrome

Often under the guise of «ordinary» Rickets are more severe kidney diseases, developing as a result of inherited or acquired, primary
or secondary defects in the renal tubules. Incorrect diagnosis leads to an inadequate therapy, rapid progression of disease and renal
failure. The article describes the main approaches to the diagnosis and treatment of disorders of tubular rachitis similar syndrome,

presents a number of clinical cases in author's practice.
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Y peten ¢ AucCTanbHbIM TYOYNSIPHbIM aLMA030M BblAENSOT
nepBuYHble (COpaanyecKrue nn HacneacTBeHHble) GopMbl
3aboneBaHus. Mpn peunccMBHOM TUNe NEPBUYHbLIN AedeKT
nopakaet 6azonatepanbHyto H/K-ATdPazy unu anuKkanb-
Hylo H-ATda3y KneTtok AucTafbHbIX KaHanbLEeB (MOcneaHun
BapuWaHT NPOTEKAET C TYroyxocTbto). [pn AOMUHAHTHOM TUNe
MMeeT MecTo noBpexaeHue 6GasonartepanbHoro HCO5/Cl
OOMEHHMKA.

Ha ¢oHe TeuyeHus HedpoKanbLMHO3a, Pa3NUYHbIX ayTo-
UMMYHHbIX 60fIe3HEN, a TaKKe Nnoj BO3AEeNCTBMEM S40B
WM TOKCMHOB, MOpaXatoLlmx AUCTanbHbIA UKW cobupaTtenb-
Hble KaHasblibl, MOXET Pa3BUTbCSH BTOPWMYHbLIA AUCTabHbIN
peHanbHbIM aunaos.

Haunb6onee 4acTbiMM NPU3HaKaMK peHanbHOro Ty6ynspHOro
aungosa ABNAIOTCA 3a4ep)KKa pasBMTUS, pPBOTa, aHOPEK-
cus, MbllweyvyHaa cnabocTtb. pu AncTanbHOM peHanbHOM
Ty6ynapHOM auuMao3e oTMeYaloTcs runokannemms, Hedpo-
KanbLMHO3, MNOYEYHble KaMHW M TyroyxocTb. MimeeT mecTo
rMNepxnopeMmn4ecKkun MeTaboNn4yecKkun auuaos, cornpo-
BOMJAOWMNCA CHUKEHMEM IKCKPELMU KUCMbIX BasleHT-
HOCTEWN B AWCTalIbHbIX KaHanblax; a Takxe HecCnoco6HOCTb
CHWXaTb pH mMo4un HWKe 6,0 B NPUCYTCTBUM CNOHTAHHOIoO
aumposa.

OcHOBHasi TepaneBTMYECKas LeNb — KOPPEKUMS aungo-
3a, KoTopas [OCTUraeTcsi Ha3Ha4YeHWeM ollenaynBatowmx
npenapaTtoB B Ao3e 1-3 MMOJb/KI Y MafleHbKUX AeTen
NOoTPEBHOCTb B 3aMmelleHun OGUKapOoHaTOM MOXKeT OblTb
CyWeCTBEHHO Bblle — 4-15 mMonb/Kr. HedpoKanbumMHO3
W TYroyxoCTb MEPCUCTUPYIOT, YacTO MPOrpeccupytoT; Hedpo-
KaNlbLMHO3 MOXET COMPOBOXAATbCA AIUTENIbHON MOSINYPU-
en. [MnokanMemuss ¢ TeYEHWEM BPEMEHU KOppUrupyeTcs
NPUMEHEHMEM LIENOYEN, OAHAKO, B Hayane fie4eHnss OoHa
MOXET YyCUAMBaATbCS 3a CYET NepemMeleHNs BHEKIETOYHOro
Kanns BHYTPb KIETOK MpW NafeHWu BHYTPUKIETOYHOro H+
B pe3y/ibTaTe YyMeHblUeHns aungosa. Beneacreme atoro npum-
MeHeHue 1/3-1/2 Bcero Heob6xoaMMoro ob6bema Lenoven
B BWIE COJIEM Kanusl, CNoco6CTBYET KOHTPOMO rMMoKanue-
MUK, TloTpebHOCTb B BUTaMUHe D BO3HWKaET peaKko, Tob-
KO NMPW BbIPaXKEHHbIX KOCTHbIX NOparkeHusXx. MpuMeHsATbes
OH JOMXEH C OCTOPOXKHOCTbIO, MOCKO/bKY MOXET YCUIWUTb
rMnepKanbLnypuio

Il TN peHanbHOro TYGYNAPHOro auuao3a MOXeT Habfto-
JaTbCA KaK M301MPOBaHHbIM AedEeKT UAn, B GOMbLIMHCTBE
c/ly4yaeB, KaK 4YacTb reHepasn30BaHHOr0 MPOKCMMasbHO-
ro KaHaNbLEeBOro HapyleHWs ¢ noYyevyHbiM CHMHAPOMOM Ae
ToHn—-[ebpe—DPaHKOHU. BbiaensaoT NepBUYHbIA MPOKCHU-
MasbHblM TYGYNSiPHbIM aunao3 — TPAH3UTOPHbLIV (C PpaHHUM
Havyanom), NepCUCTUPYOLWNIM (Ha4ano BO B3POCIOM Bo3pac-
T€) UN HaCNeACTBEHHbIN (MpW 3TOM UMEET MecTo AeduumT
Kap6oaHruapasbl); U BTOPWUYHbIA PEHalbHbIN TYOYNSPHbIN
auMao3 Npu HacneacTBeHHOM cuHapome ae ToHn—[ebpe—
®daHKoHHW, rMnepnapatnpeonansme, BUTaMmuH D-3aBucumom
M BuTamMuH D-geduuUMTHOM paxute, MWUTOXOHAPUANbHbIX
UMTONaTUNAX, TMPO3UHEMUM, LIMAHOTUHECKMX BONe3HaX cepa-
ua (Hanpumep, TeTpage Panno, NOIMKUCTO3€E NoYeK, nocne
NOYEYHOW TPaHCMIaHTaLMM).

Mpw Il TMNE peHanbHOro Ty6YNSPHOIo aunao3a UMEET MECTO
rMNEePXI0PEMMUYECKMIA aLMA03 C HOPMasbHbIM MM HEMHOIO
CHUXXEHHbIM YPOBHEM Kanus B CbIBOPOTKE KPOBM M COXpa-
HEHHOW CNOCOBHOCTLIO CHUXKaTb PH Moun HUKe 5,5. MoTeps
Kanns BO3HMKaeT BCMEACTBME MOBbIWEHUS anbAoCTEpPOHA
B OTBET Ha MOBbIWEHWE AOCTABKM HaATpMs B AWMCTabHbINA
KaHaneu. CHuKeHne pH Mo4m HMKe 5,5 MOXKET NPoMCXoanTb

Puc. 1. HedpoKanbunHO3 y peGeHKa ¢ peHanbHbIM TYOYNPHbIM
auMao3oM

BO BPEMS$ CMOHTAHHOro auMao3a uan npu npobe ¢ Harpys-
KOM KMCNOTOM, KaK TONbKO OMKapOoHaTbl Mna3Mbl CHUXa-
OTCA HWUXKE MOPOroBbIX 3HAYEHUI, YTO BeAeT K AUCTanbHON
ceKpeLmu Bofopoa. Bcneacteme aToro ansg NPoKCMMasnbHo-
ro Ty6ynsipHOro aumo3a He XapaKTepHbl rMnepKanbLnuypus
N HebpOKanbLMHO3.

Tepanua NPoOKCMManbHOro peHasibHOro TyeynspHOro auuao-
3a 3aK/o4yaeTcs B BOCMNOMHEHWM WEeNnoYvyen B Buae 6ukapbo-
HaTa unun uutpata (2—20 Mmonb/Kr B AeHb). Korga cbiBopo-
TOYHbIN GUKapOOHaT BO3pacTaeT M MPEBbLIWAET MOYEYHbIN
nopor, ¢ MOYOKM BbIAENSAOTCS BCe BO3pacTaloLliMe ero Konm-
yecTBa, NO3ITOMY BO3MOKHA TOSIbKO YacTUYHAsA KOPPEKLMS,
HO U ee OblBaeT JOCTATOYHO AN OBNeryeHus CUMNTOMOB
1 BOcCTaHoBNeHMs pocTa [1-3].

KnuHunyeckui cnyyam 1. B otaenenum Hedpponormm HU3 /4
PAMH Ha6nogaetcs ManbyuK l. 3 neT ¢ peHanbHbIM TyOy-
NAPHbIM aunao3oM | Tuna. Ha BTOpOM Mecsiue U3HU ero
poAUTENN Ha4vaiu oTMedvaTb MPOrpecCUpPyIoLLYI0 3alepK-
Ky pa3BWTUS, PBOTY, aHOPEKCHUIO, MblllEYHYO cnabocCThb,
O4blWKY. B 4-meca4HOM BO3pacTe MasibiuK BnepBble Obin
obcnenoBaH B otaeneHum Hedbponorum LeHTpa. bbiu
BbIIB/IEHbI CYLLECTBEHHOE CHWXeHue pH Kposu (oo 7,2)
Mnpu LWEJ04YHOW peaKkuun Mouu (6onee 7), HEBbIParKEH-
Hasa runepKanbunypus, HedpoKanbLKMHO3 (puc. 1). MNMocne
Ha3Ha4vyeHUs 6GuKapboHaTa HaTpua B Ao3e 36 MMOb/CyT
aunaos yganocb CKOMNeHcnposaTh. B nocneaytowem Kax-
able 2—3 Mec Ha npoTaxeHun 4 net pebeHoK obcneny-
eTcA Ona NpoBefeHUs Koppekuuu aumposa. B Hactosd-
uee BpeMs Jo3a ruapokapboHata HaTpus cocTaBaser
24 mMmonb/cyT. [NoMUMO yKa3aHHOro, pebeHoK NpuHUMa-
eT npenapat, coAepxKallui KOMMIEKC TMMOHHOM KWUCIO-
Tbl, UMTPaTa HaTpUa U rmapoKapboHaTa Kanus. Ha atom
doHe cocTosiHMe pebeHKa ypoBneTBopuTenbHoe. ECTb
He6oNblMe MPU3HAKKM paxuTa, HO BUTAaMUH D mManbyumk
He NPUMHMMAET, @ MPUEM NPOAYKTOB C COAEPIKAHUEM Kalb-
uMa He orpaHuymBaetca. Puamyeckoe pasButve pebeH-
Ka npeBblllaeT BO3pacTHble HOPMbl, HedpoKanbLMHO3
HEe MNpOrpeccupyet, CKOPOCTb Ky6o4KoBOM dunbTpaLmu
He CHUXXeHa.
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KnuHu4yecKoe HaGnogeHue

Puc. 2. leBoyka [. ¢ runodpochateMmyecKkuM paxmTom

1 roa 10 mecsiueB

ButamuH D-accouumMpoBaHHbie
u runodpocdaremMmyecKne TUNbl paxuToB
Opyrumu  daKkTopaMu, Bbi3blBaOWUMKU HapylweHns ¢oc-
POpPHO-KanbLUMeBOro o6mMeHa, SBASTCS:
° HapylweHue o6pa3oBaHUsA aKTUBHOW GOPMbl BUTaMUHa
D-KkanbuuTpHrona B KNeTKax NPOKCMManbHOMo KaHanbLa,
® PE3UCTEHTHOCTb PELIENTOPOB K KalbLUTPUOAY;
® HEecoCTOSTeNbHOCTb GPEPMEHTHbIX CUCTEM (B 4aCTHOCTH,
Ca-ATda3sbl), obecrneynBatolMx MeMbpaHHbIA TpaHCNoPT
Kanbuus n docdatos.
Bbigensior ButammH D-accounmpoBaHHble U runodocdare-
MUYECKME HacneACTBEHHbIE TUMbl PAXMUTOB.
K BuTammH D-accouMMpoBaHHbIM TUNaM paxuTa OTHOCAT
ncesgoButamMuH D-gedunUMTHBIN WM TMNoOKanbLMemuye-
CKMM BUTAMWH D-pe3uncTeHTHbIn paxuTbl. Mpu | TMne mume-
0T MEeCTO MyTauuu reHoB 25-ruagpokucvButaMuH D-1-a-
rMOPOKCUNA3bl, M3-3a 4Eero He MPOWCXOAWT MpeBpalleHus
25(0H)D B 1,25(0H)D. PazsutHe |l TMNa cBsizaHO C myTa-
umMsamu reHa VDR peuentopa K BUTaMuHy D, 4To 06ycnoBiu-
BaeT HECMNoCcoBGHOCTb KIETOK oTBeYaTb Ha 1,25(0H),D. MNpwu
060MX TUNax paxuMTa B CbIBOPOTKE KPOBW YPOBHU KaNbLus
n dpocdaTta CHUXKEHbI, LWenoYyHon docdartasbl U napaTrop-
MOHa — MOBblIWeEHbI. YKa3aHHble U3MeHeHns Hawnbonee
BbIpaXkeHbl y geten ¢ paxmutom Il Tuna. Cogeprkavne 25(0H)
D B 060ux cnyyasx He BbIXOAWUT 3a Npeaenbl HopMalbHbIX
3HaveHun. YposeHb 1,25(0H),D npu paxute | TMna HK3-
Kun, npu |l TMINE — BBLICOKMI. Y aeTen ¢ nceBAOBUTaAMMH
D-gpednumnTHbIM paxuTom 3PGOEKTMBHO le4YeHne npenapa-
Tamu, coaepKallMMU aKTUBHble MeTabonuTbl BUTamMuHa D
(1-a-Kanbumagon unu Kanbuutpuon). Mpu Il TMne paxuta
adpdeKTUBHOE NeveHne oTcyTcTByeT. Kak BapuaHT paccMma-
TPUBAIOTCH HOYHbIE UHDY3UMN KaNbLMS.
K runodocdateMmnyeckuMm Tunam paxuta OTHOCAT X-cuen-
NIeHHbIN runodpochdaTeMUYECKUIA PaxuT, namonaTM4yecKkum
noyYyeyHbln cuHapom e ToHu-—[ebpe—®PaHKOHKU, ayTOCOM-
HO-AOMWHAHTHbLIN PaxuT, ayTOCOMHO-PELLECCUBHbIN runep-
Kanbunypuyecku-runodvocdaremmyeckun  paxut.  [llpwu
X-CLenNeHHOM paxuTe MMeloT MecTo MyTauuun B reHe PHEX,
Bbi3blBaowWwme dochaTypuio B COYETaHUM C HefocTaTou-

HO ajeKBaTHbiM cuHTe3om 1,25(0H),D; npu ayrocomHo-
OOMWHAHTHOM paxuTe — MyTauum reHa FGF23 (dak-
Topa pocta ¢ubpobnactoB). Y AeTEM C TaKUMWU TuUnamu
pPaxuvToB B CbIBOPOTKE KPOBWM YPOBEHb KasbLMA HOpMab-
Hbl, ¢docdaT — HU3KKK; colepaHue mnapaTropmMoHa,
25(0H)D — HopmanbHoe. YpoeHb 1,25(0H),D — Heafek-
BaTHO HOpMasbHbIK. A nevyeHns 6O0NbHbIX UCMONAb3YIOT
docdatbl per os — no 70-100 mr/Kr B CyT, pa3aeneHHble
Ha 4-6 po3; 1-a-Kanbumpon — no 25-50 Hr/Kr (Makcu-
MaJibHO A0 2 MKr/AeHb) 1 pas B A€Hb.

Mpn ayToCOMHO-PELeCCMBHOM paxmMTe UMET MeCTo MyTa-
umMn Hatpumn-docdaTHoro TpaHcrnoptepa (SLC34A3). Y Takunx
[eTen B CbIBOPOTKE KPOBU YyPOBEHb KabLUWS HOPMasbHbIN,
docdar — HM3KUK. CodeprkaHue napaTtropMoHa CHUXKEHO.
YpoBeHb 25(0H)D — HopmanbHbin; 1,25(0H),D B otinyne
oT X-cLenneHHoro runodpochareMmMyecKoro paxmta — BbICO-
Kni. JledyeHne Takmnx 60MbHbBIX COCTOUT TONIbKO B BOCMOJIHE-
Hun docdara [1, 2, 4].

KnuHuyeckun cnyyam 2. B otaeneHun Hedponormm Hayu-
HOro LeHTpa 3a0poBbs aeten PAMH HabntogaeTcs AeBoYKa
[.5 net. HacneactBeHHOCTb y pebeHKa oTarouleHa: y matepu
runodocdaremmyeckuin paxut. [ebiot 6one3Hn — B 1 rog
1 mec, Korga nosiBunach nporpeccupytowas BapycHasa aedop-
MaLMs HUKHUX KOHEYHOCTEN. C 3TOr0 e BpeMeHU 0TMEYEHO
ycuneHve 3adepKu pocta. MpoBoOAMNOChH fiedeHne xone-
Kanbundeponom (MacnsHblii pacTBoOp) B CyMMapHOW A03e
315 Tbic. ME. MMONOXUTENBHON AUHAMMUKM HE OTMEYanochb.
MepBaa rocnutanusauus B Hedponornmyeckoe otaeneHue
LleHTpa — B Bo3pacTte 1 roga 10 mec. bbinu BbigBEHbI OTCTa-
BaHMe B pocTte (3%o), runopocdaremmns — 0,76 Mmmonb/n,
runepdocdatypms, PEHTTEHONOTMYECKNE MPU3HAKKU paxuTa.
MN3MeHEeHNIN, CBOMCTBEHHbIX APYrMM TyGynonatusam, He oTMe-
yeHo. [MoctaBneH amarHos: «fMnopochareMmnyecKnin paxwr,
X-cLenneHHbl1 JOMUHAHTHbIN».

B panbHenwem B TeyeHWe 3 neT geBodyka nosyyana ¢oc-
daTHbIN 6ydbep — no 3,5 r/cyT, a TaKKe KanbUuuUTpuon —
no 0,5-3 mKr/cyr. OTMeYyeHa NonoXuTenbHaa AWMHaAMKKa:
3a 3 roga pebeHoK Bblpoc Ha 19 cMm, BapycHasa gedopmaums
HUXHUX KOHEYHOCTEN YMeHbLUMNAch (pUc. 2).

Cungpom e ToHun-/[le6pe—PaHKOHHU

CuHgpom pe ToHu—[lebpe—®PaHKOHM Bbi3BaH COYETaH-
HbIM MOPa*eHNeM NPOKCUMasbHbIX MOYEYHbIX KaHanbLEB.
CoyeTaHHOE HapylleHWe KaK HaTpuin-zaBUCMMOWM peab-
copbummn, TaK M 3HOOUMTO3HOM OYHKUMM nposBaseTcs
B pas/iM4HOM BO3pacTe B 3aBUCUMMOCTM OT ITUOJIOTUM
3abosieBaHus: nonnypuen, pocdartypuen, ammHoaumaypu-
€N, TNKO3ypuen, runepkanbUuypruen, NpoKCUManbHbIM
NoYeYHbIM aLnao30M, runepypaTypmen, NoBbILIEHHOM 3KC-
Kpeuunen HaTpus, Kalug, HU3KOMONEKYNAPHbIX OGENKoB
M anbbymunHa. B KpoBu MOXeT oTmedaTtbes runodpocdarte-
MWS, TUNoOKannemMus, runoKanbLuMeMuns, NoBbIlWEHWE ypoB-
HA wWweno4yHon docdaTtasdbl. BbipaeHHOCTb CMMMOTOMOB
MOXeT OblTb pa3fn4yHon. Mpun OTCYyTCTBUM OQHOIO U3 CUM-
NTOMOB (Hanpumep, rMOKo3ypuu Npu cuHapome Jloy) peko-
MeHayeTcs ynoTpebneHne TepMuHa «HEeMoJHbIM CUHAPOM
ne ToHn—[lebpe—PaHKOHMU».

[laTonornyeckne COCTOSAHMS, MPOSABAAIOLMECS CUHAPOMOM
ne Tonn—[ebpe—PaHKOHK, KaK NpaBmio, Knaccuduumnpyot
B COOTBETCTBMW C ITUONOTMEN HA reHeTUYeCcKne (LMCTUHO3,
6one3Hb [leHTa, cuHapom Jloy, BpOXKAEHHAs HenepeHocu-
MOCTb PYKTO3bl, ranakro3emus, TUPO3UHEMUS, GONE3Hb
BunbcoHa, cuHapom ®PaHKOHW—BWKenb, MUTOXOHAPWaNb-



Hble 3a60/1eBaHUS) U NPUOBPETEHHBbIE (HEKOTOPbIE 60NE3HHM
NoYeK — OCTPbIN TYOYNSPHbIN HEKPO3, MUENoMa, CUHAPOM
LLlerpeHa, oTTOopXeHKWe NovYeyHoro annorpadra; npuMeHeHune
TaKMUX IeKapCTBEHHbIX BELWeCTB, Kak docdamui, LmMcnnaTuH,
MepPKanTonypuH, BanbnpoeBas KUCNOTa, BAblxaHWe MNapoB
Knesl, oTpaBeHne TaKeNbiIM1 MeTannaMmm — PTyTb, CBUHEL,
KaAMUWK, ypaH; KOHTaKT ¢ MaJleMHOBOW KUCNOTOM [B nabopa-
TOPHbIX YCNOBUSAX], KBALLMOPKOP).
Camoe 4yactoe 3abosieBaHue, Bbi3blBalOWeEEe reHEeTUYECKUN
cvHapoM ae ToHu—[le6pe—DaHKOHM y AeTen, — LMCTUHOS.
370 pefKoe ayToCOMHO-peLeccMBHOe 3aboneBaHue, Npuymn-
HOWM KoToporo asnsaetcs mytaums B reHe CTNS, kogmpyowem
NIN30COMasIbHbIA MEPEHOCUYUK LMUCTUHA — LIMCTUHO3UH. [Mpu
LIUCTUHO3€E B Pas/IMYHbIX OpraHax 1 TKaHAX MPOUCXOANUT BHY-
TPUIN30COMANIbHOE HaKOMIEeHUe LUMCTUHA U OT/IOKEHUE ero
KpUcTanios.
OnucaHbl TpK KNMHKYeckne GopmMbl 60N1e3HM, pasnnyatomecs
MO TAXECTU U BPEMEHM Hayana KIMHUYECKOM MaHubecTaLmu:
® KJlaccuyecKas MHbaHTUIbHasa HebponaTnyeckas — Hau-
6onee Tenas;
° OBEHW/IbHAs, UK MPOMEXKYTOYHaS;
e B3pocnas, unn JobpoKayecTBEHHas.
Hedponatnyeckas ¢opma UMCTUHO3a NPOSABASETCS Y AeTen
paHHero Bo3pacTa, Kak npaBuio, K 6-12 mec, Hanbonee
XapaKTepHble CUMNTOMbl — 3afeprKKa pocTa, Moanypus,
nonnauNcus, pBoTa, 3anopbl, PaxMTUYECKUE WU3MEeHeHUd
CKerneTa, pe3uCTeHTHble K BuTamuHy D. Ha nepBbi nnaH,
KaK npaBuio K Bo3pacTy 1 roja, BbICTynaer CUMHAPOM fe
ToHn—-[lebpe—PaHKOHM (aMUHOALMAYPUSA, T[NIOKO3YypuUS,
docdatypus, runodocdaremus, aunaos). B novykax otnoxe-
HUS LMCTUMHA OBHapYXMBalOTCS B KaHalbLax, MHTEPCTULUK
€ nocneayowmnm ckieposmpoBaHmeM. O4eHb BbICOKO coaep-
aHve UMCTMHa B NerKouuTax KpoBW. PaHHMIA M naTorHo-
MOHWYHbIK CUMNTOM OGONIE3HNU — OT/IOKEHMUE KPUCTaIoB
B POrOBMLE U KOHBIOHKTMBE. KOpHeasnbHbIe KpUCTa bl NOYTH
BCerga MMetoTcs K Bo3pacTy 16 Mec n 06HapyKMBatoTCs Npu
OCMOTpE C NOMOLLBIO LWeNeBon flaMnbl B BUAE UrofibYaTbiX
onanecumpyloLmx NoMyTHeHUMH. Bo BTOpOM [eKale KWU3HM
pasBuaeTtca GoTohobuKsa, HacTo — TsXKenas Keparonatus
C HapyweHuem 3penus. [porHo3 3aboneBaHus Hebnaro-
NMPUATHBIA, NPU OTCYTCTBUM cneLndUYecKon Tepanuu, Tep-
MWHanbHas ypemus pa3BmMBaeTcs, B cpeaHem, K 10-netHemy
BO3pacTy.
B KoHue 60-x roaoB B CBSI3W C pa3BUTUEM TPaHCMIaHTaUum
MOYKM MPOAOSIIKUTENBHOCTb XM3HU MALMEHTOB 3HAYUTENBHO
yBenunyunacb. OfHaKO, OTNOXKEHWE KPUCTan/ioB LMUCTUHA
NPOAO/IKAETCA B AKCTPapeHabHbIX TKaHSX, BKIOYas MblLU-
Lbl, TONIOBHOW W KOCTHbIM MO3I, MevyeHb, Cene3eHKy, nm-
daTnyecKkne yanbl, POroBULY, KOHbBIOHKTUBY, WHUTOBUIHYIO
W NOKENYA0UHYIO Xenesdbl, AUYKKU U KULLEYHUK. TakuM o6pa-
30M, Nnocre TpaHcnnaHTauun 3aboneBaHne U3MEHAET CBOIO
CYyTb, NpeBpaLLafchb U3 TAXKeN0n 60/1€3HN MOYEK B MY/IbTUCH-
CTEMHYIO NaTOMNONMIO.
JleyeHne UMCTMHO3a COCTOUT U3 CUMMTOMATMYECKOMN U CreLu-
duyeckon Tepanun. CumntomaTmyecKas Tepanus BKIOYaeT
KOPPEKLMIO NoYeyHbIX NoTepb. Npuem BoAbl AOMKEH COOT-
BETCTBOBATb AWYpPE3Yy M KOPPUIMpoBaTbCA C y4eTOM BO3-
pacTaHust aKCTpapeHanbHbIX NOTEPb (3apKasa noroga, iMxo-
pagka). s KOpPpPEeKUMU KMUCNOTHO-LLENOYHOIO COCTOSAHUS
(KLLC) HasHavaeTcs 6uKapboHaAT HATpPUA M Kanusa B KONK-
yecTBe, AOCTAaTOYHOM ANs noadep:KaHua obliero 6ukap6o-
HaTa CbIBOPOTKU Ha ypoBHe 21-24 MMOb/N, UHOrAa Ans
3TOro Tpebyercs 6osbllioe KoNn4yectBo bydbepa — 6Gonee

10-15 mmonb/Kr B cyT. OgHOBpeMeHHO ¢ KoppeKkunen KLLUC
006bI4YHO yAaeTca KOMMNeHcMpoBaTb NoTepu Hatpug. na noa-
JepXaHUsA KOHLEHTpaLMK CbIBOPOTOYHOrO Kanus Bbllle
3 MMonib/n TpebyeTcs MpUMEHeHWe npenapaToB Kanug,
Hepeako B o3e 4—10 mMonb/Kr. Ana neveHuns runodocda-
TEMWM, LIENbIO KOTOPOro ABASETCA AOCTUKEHMUE KOHLEHTpa-
umm dpocdatoB cbiBOpOoTKM 1,0—1,2 MmMOnb/N, Ha3Ha4vatoTcs
docodatbl Kanua n Hatpusa B go3e 30-50 mr/Kr B cyT. Bece
npenapartbl AOJIKHbI MPUMEHATLCS PErYNSPHO, XKenaTenbHo
4-5 pa3 B AeHb. lpn UUCTMHO3E 3HAYMTENBHO CHUMXKa-
€TCH aKTMBHOCTb TyOynsipHOM 1-a-TMAPOKCUNa3bl, B CBSA3M
C YeM BO3HWKaeT HeOOXOAMMOCTb B Ha3Ha4YeHUU aKTUBHbIX
MeTabonutoB BuTamuHa D. OguH M3 CMMNTOMOB CUHAPO-
Ma ae ToHn-[lebpe—®PaHKOHM NpU LUCTMHO3E — noTeps
KapHUTUHA; 419 KOPPEKUMU ero CoAepyaHus HasHavaetcs
L-KapHWUTUH B cyTo4yHow ao3e 50 mr/kr. lNpu HegocTaTou-
HON 3PGDEKTUBHOCTU CUMMNTOMATUYECKOW Tepanuu notepu
BOAbl, Kanus U HaTpms MOTYyT OblTb 3HAYUTENIbHO YMEHbLLIEHbI
Ha3Ha4YeHWeM MHAOMETAaLUMHa B CYTOYHOM Jo3e 1,5—-2 mMr/Kr
B 2 npvema, 0HaKO Mpu CHUXEHUU KITyBOYKOBOM dunbTpa-
LMK npenapart Ao/IKeH OblTb OTMEHeH. B aTy cTagumio 60/1e3HM
YMeHbLLATCA U Ty6ynsipHble NoTepU, B CBA3K C YeM 1 Jo6aB-
KW 3N1EKTPONUTOB Y MUHEPASIOB MNOCTENEHHO OTMEHSAOTCS.
3a nocnegHue aBaauatb neT 6bl1 AOCTUIHYT 60MbLWOK Mpo-
rpecc B fle4eHUN LUMCTUHO3a. Hapsaay ¢ npeHen, B OCHOB-
HOM CcUMMOTOMaTU4YECKOM, Tepanuen Obino paldpaboTaHo
cneunduryeckoe NeyeHne, HanpaB/iEHHOE Ha KOPPeKLMio
OCHOBHOIO MexaH13Ma pa3BuTUS 3ab0/eBaHums.

LincteammH — eIMHCTBEHHOE BeLLEeCTBO, JOKa3aBLlee CBOI
3dbEKTUBHOCTL B Ka4eCTBE Cyrnpeccopa OTN0XEHUS LIUCTH-
Ha BHYTPW NM30COM. LincTammH NpoHUKAET B NN30COMY, rae
pacuiennsieT UMCTUH Ha ABEe MOMEKy/bl U 3aTeM CoeauHs-
€TCq C OAHOW W3 HUX NPW MOMOLWM AUCYIbOUAHON CBA3M.
O6pasylolWwmmncs npyu 3TOM LUCTEUH-LIMCTEAMUHOBbBIA KOM-
MAEKC M LUCTEMH HE HYXAATCA AN BbIXxOAa U3 M30COMbI
B LIMCTUHO3MHE. Bbl10 06HapYKeHO, YTO AnuTesibHas u ynop-
Has Tepanus LMCTeaMUHOM, AOHATOPOM CyNb@PrupuibHbIX
rpynn, Bbi3blBaeT Aenjeumio ULMCTUHA U 3HAYUTENIbHO OTAa-
NSeT NoYeyHylo HeaoCTaTOYHOCTb, yny4yllaeT rnoKasaTtenu
pocTa pebeHKa 1 npefoTBpallaeT cepbe3Hble No34HNE IKC-
TpapeHasbHble 0CNOXHeHUs. B Halwen cTpaHe B HacToslee
BpEMS Nle4eHMe TaKuX OETEW, K COXKaneHWIo, COMpPSXeHOo
¢ 60/bUIMMKN TPYAHOCTAMM M3-3a OTCYTCTBUS rOCYAapPCTBEH-
HOW perucTpaumm ykasaHHoro npenaparta [1, 2, 5, 6].

B HacToslLee Bpems Npu HEMOCPEACTBEHHOM y4YacTum oTae-
nenus Hedpponornn HU34 PAMH B Poccuiickon denepaumn
YyKa3aHHbIW gnarHo3 nocrasieH 11 TakuMm AeTaMm: y 7 U3 HUX
AMarHo3 NoATBEPXKAEH MOJSIEKYNAPHO-TEHETUHECKUM UCChe-
[I0BaHWEM KPOBHU, ¥ 2 — yxKe npoBefeHa TpaHcnaaHTauus
MOYKM.

KnuHuyeckum cnyyai 3. lpeacraBnsem UCTopuio 60/1e3HU
neBodykn P. 6 net. Poaunacb y 300POBbIX poauTENEMN,
He COCTOAWMX B POACTBE, OT NEPBbLIX GUINONOTUYECKHU NPO-
TeKaBLUMX 6€PEMEHHOCTM M POIOB C Maccon 2,8 Kr 1 pocToM
49 cm. [lo 1 roga pasBuBanacb HopmanbHo. C Bo3pac-
Ta 1 roga 3 Mec OTMeYeHbl Bo3pacTalolas noanypus,
cy6dpebpunutet, pBoTa no yrpam. Yepes 4 mec Hapocna
MbllleYyHas cnabocTb, AeBOYKa nepectana camoCTOSATENbHO
XOAUTb, MOSIBUIUCH PaxuTMyeckue aedopMaunn KOHEYHO-
cTen. Mo MecCTy utenbcTBa NPUMEHSCSA XxoneKanbundepon
(MacnaHbIM pacTBop) B Masbix Ao3ax. bbina BbisiBieHa runo-
Kannemus oo 2,3 MMOJb/f, B CBSA3M C YEM [EBOYKa J0Jiroe
Bpemsa Habnwganacb ¢ avarHo3om «CuHapom baptrepan.
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KnuHu4yecKoe HaGnogeHue

Puc. 3. Kepatonatus y pe6eHKa ¢ HedponaTUieCcKUM LIMCTUHO30M

MpoBoaunochb neYyeHme MHAOMETALMHOM U XJI0PUAOM Kanus
C HE3HaYUTENbHOW NONOXKUTENTbHON AUHAMUKON.

C 2-neTHero Bo3pacTa AeBOYKa HabnogaeTcs B OTAeneHuu
Hedbponornm HU3 PAMH. B xoge o6¢cnegoBaHnst 0TMEYEHO
CylLleCTBEHHOE OTCTaBaHWe B GU3NYECKOM Pa3BUTUM: NMOKa-
3aTtenu pocta (80 cm) 1 Beca (10 Kr) cooTBeTcTBOBaNM 3 nep-
LEHTUI0O MPU COXPaHHOM WHTENNEKTyallbHOM pPa3BUTUW;
BHELLHMe CUMNTOMbI paxuTa, nonnypus — o 3,5 i, nepuo-
anyecku oabiwka, AL — 80/40 mm pT. cT. o nabopaTopHbIM
[aHHbIM BbISIB/IEHbl aHEMUS THXKEN0W CTeNEHN, MeTabonnye-
CKWM aumnaos, runokanmemms — 3,02 MMOJb/ N, TMNOKasbLN-
emua — 2,2 mmonb/n, runodocdaremmsa — 0,87 Mmonb /A,
YPOBEHb KpeaTMHWHa NOBbIWEH 40 69 MKMONb/A. B aHanu-
3ax Mo4u: npotenHypusa — ao 0,5 r/n, NnocTosiHHas KO-
3ypusa — go 5,6 MMonb/n, aMuHoauuaypus, docdaTypus.
Mo aaHHbIM Y3W 06HapyKeHa rmnepaxoreHHoCTb Meaynnsap-
HOrO CNOS NOYeK.

B xoge odTanbmonornyeckoro obcnefoBaHus BbiBAEHa
KepaTtonaTtusi C KpPUCTannonogo6HbIMU OTNOXKEHUSMU B
porosuue (puc. 3).

Takum 06pa3om, y pebeHKa 0OHapyXeH CUMNTOMOKOMIIEKC
cuHapoma ae ToHn—/[lebpe—PaHKOHM B COYETAHUU C XapaK-
TEPHLIMU U3MEHEHWUAMM POrOBMLIbI, YTO MO3BOJUIIO YCTaHO-
BWTb AMarHo3 «Hedpponatuyeckmm LUCTUHOS.

B TeyeHne 1 roga 3 mec AeBOYKa MpuHMMana npenapatbl
Kanus, ¢ocdaToB, 6UKapboHaT HaTpua (1-2 r/cyT), anbda-
Kanbungon (4o 1 MrK/cyT) € uenbto KoppeKuun runoxkanme-
MUK, @ TakKe 3Hananpwn. MpoBoAMIOCE NleYeHUe aHeMUU
PEKOMOUHAHTHBIM 3PUTPOMO3TUHOM W MpenapaTaMu xerne-
3a. Yganocb gobuTtbCcs HopmManmM3aLunun ypoBHeN Kanus, doc-
$aToB B CbIBOPOTKE KPOBM, KOPPEKLMU aLmnao3sa. Yaydwmncs
MblLLEYHbIN TOHYC, MOTOpPHasa GYHKLUMSA, 1eBOYKa NpnubaBuna
B BeCe, HO COXpaHsinacb aHeEMUS CPeAHEN CTEMEHN TAKECTH,
BO3POC YPOBEHb KpeaTWHWHa B KpoBM A0 115 mMKmOnb/n.
B nanbHenliem B TeyeHune 2,5 net npoBoannoch cneundpuye-
CKOe€ nevyeHune unctaMmHom B go3e 50 Mr/Kr B cyT. Ha aTom
doHe oTMeyeHa cylleCcTBEHHAs MONOXKMUTENbHAA AMHAMMUKA.
[eBoyka npubaBuna B pocte 19 cM, ymeHbluMnmcb gedop-
MaLMK KOHEYHOCTEW, 3HAYMUTENbHO YBEMYMUnach ABuratenb-
Hasi aKTMBHOCTb; NMoKasaTenun Kanus, docdaToB, Kanbuus,
enesa B kKposu, KLLC yaeprkmBatoTcsa B npeaenax HopMaib-
HblX 3Ha4YeHWi. YpoBeHb remoriobuHa COOTBETCTBYET fier-
KOW cTeneHn aHemuu. JanbHenwero Bo3pacTaHUs YPOBHS
CbIBOPOTOYHOIO KpeaTuHMHa He OTMEYEHO.

CuHgpom Baptrepa

3HauyuTeNbHas 3adepXKa pocTa — XapaKTepHoe MposiB-
NieHne cuHapoma baptrepa. Y Bcex M3BECTHbIX BapuvaHTOB
3a60/1eBaHUs ayTOCOMHO-PELLECCUBHbIN MyTb HAcneL0BaHUA
C OOLMMU KIIMHUYECKMMKU CUMNTOMaMU: NOYEYHOW notepen
COJIEN, TMNOKaNIMEMUYECKUM METabOMYECKMM anKano30M,
HOPMOTEH3UBHbLIM TMNEPPEHUHEMUYECKUM TUNepanbaocTe-
poHuamom. B natoreHese cuHapoma baptrepa 3HayeHue
NPUHAANEXNT CHUKEHNIO peabcopbLumn HaTpUS U, Kak cnea-
CTBME, aKTUBALMU PEHUH-aHTMOTEH3UH-aNbAOCTEPOHOBON
CUCTEMBI, YTO B CBOIO O4Yepedb MPMBOAUT K YBEIUYEHMIO
CeKpeLmnn Kanus u pasBUTUIO TMMOKaANIMEMMU U aflkanosa.
Havnbonee Ts)KenbiM BapuvaHTOM, BedylWWUM K pPasBUTUIO
NOMUrMAPOAMHUOHA W MPEXAEeBPEMEHHBIM POAaM, CHYUTaET-
Csl HeoHaTanbHbIM cMHApoM BapTrepa. 3TOT CMMNTOMOKOM-
nnexkc pasBuBaeTcs BcaeacTBue mytaumn B reHax NKCC2
(SLC12F1) unn ROMK1 (KCNJ1), nexalumx B OCHOBE Hapy-
lWeHns PyHKUMKn dypoceMmna-4yBCTBUTENBHOMO HATpPU/Xno-
puaHoro KoTpaHcrnoptepa NKCC2 B TOACTOM BOCXoAsWweM
otaene netmu [eHne. B nocTHaTanbHOM nepuoge UMELOT
MECTO YrpOXatoLLme XU3HW NOTePU CONEN U XKUAKOCTHU, FMMo-
KanMeMMUYeCKUIN ankanos u cMcTeMHbIE NPOSBIEHUS B BUAE
NIMXOPaAKK, PBOTbI, IMAPEN 1 3aePKK pocTa. BbipaxeHHas
rMnepKanbumypus BeaeTr K dopmupoBaHUiO HedpoKanb-
LUMHO3a 3a KOPOTKWMW nepuop BPEMEHW, 4acTo B TeyeHue
HECKONIbKMX Hepdenb. OTMevyaeTcs MOBbllWEHHas CUCTEMHas
M NoYeyHas NpoayKuma npoctarnaHanHoB. Moyt Bce nauu-
€HTbl YMUpPAIOT.

[pyruMm BapuaHTOM BPOMAEHHbIX MEPBUYHbLIX COMbTE-
PSIOWKUX PaCCTPOUCTB ABNSETCA HeoHaTallbHbIM CUHOPOM
bapTTrepa, accouMmnpoBaHHbIK C HEMPOCEHCOPHOM TYroyxo-
CTblo. ITOT CMMMNTOMOKOMMMJIEKC BbI3BaH MyTauuen cyobe-
OvHWubl (6apTTMH, BSND) no4yeyHoro X/M0pMAHOro KaHana
(CIC-Ka 1 Kb). MNoTepun conun 1 KMOKOCTU y TaKMX AETEN AarKe
6onee BbipaxeHsbl, 4em npu gedektax B NKCC2 unu ROMK.
[MnepKanbumypus U HedbpoKanbLMHO3 BCTPEYaloTCsa peaKo,
Bcerga HabsogaeTcs TYroyxoCTb, @ TaKKe BbICOK PUCK pas-
BMTWS NPOrpeccupyowen no4ye4yHom HeaoCcTaToO4HOCTH.
[MOMUMO yKa3aHHbIX BapuaHTOB MEPBUYHbIX CONbTEPSIOLLMX
pPacCTPONCTB BbIAENSIOT KlacCUYeCKnin cuHapom baptrepa.
MoneKkynsapHbiM AedeKToM, NPUBOASALWMM K AaHHOM dopme
60Nne3Hn, ABAAETCS MyTaLMs reHa MoYeyHoro XJ0PUAHOro
KaHana CLCNKB. Y Takux geten UMeloTCs BblparKeHHas rmno-
Kannemus 1 noteps Conen, YTo NPUBOAUT K MbllLEYHON cna-
60CTU, CHUXKEHMUIO BHYTPUCOCYAUCTOrO o6bema Ha MnepBoMm
rofly *WU3HW U 3agepKKe pocta. HedpoKanbLMHO3, NOAUTHU-
[PO@MHMOH U NpeXaeBpeMEHHbIE Pobl NPU 3TOM BapuaHTe
HabnoaalTCcs peaKo.

JleyeHne cuHapoma bapTrepa 3aknioyaetcs B BOCMOJHe-
HUU NOTEPb XWMOKOCTU U SNEKTPONUTOB C MOCAEAyOWUM
Ha3HaYeHWeM MHAOMETaUMHA. [JeTAM B TSKEIOM COCTOSIHUM
M3Ha4vanbHO TpebyeTcs pernapatauns M30TOHMYECKUM pac-
TBOPOM X/J0puaa HaTpusl; B 6ofiee NErkux ciyvyasx MOXKHO
Ccpas3y Ha3HayaTb HEMoCpPeACTBEHHO X0PUA HATPUSA U XJ0-
pUA Kanus, CyTOYHYK 403y cneayeT AenuTb Ha 3—4 npuema
B AeHb. Kak npaBuno, 6biBaeT TpyaAHO afjeKBaTHO BOC-
MONHUTb Kanuw A0 ero HOpManabHOro YpOBHS, HO MHOrue
naumeHTbl MOTYT OTHOCUTENBHO «6e360N1E3HEHHO» MEPEHO-
CUTb rMnoKkanuemuio. MHOOMeTauMH Kak MHrMGMTOP npo-
cTarnaHanHOB, MPMHUMAIOLWNX HEMNOCPEACTBEHHOE Yy4a-
CTMe B peryniuuMmM peHWH-aHrMOTEH3MH-aNbA0CTEPOHOBON
cucteMbl, 06bI4HO Has3HavaeTcd B Ao3e 0,5-1 Mmr/kr B
[leHb 3a 4 npuema C MNocTeneHHbIM MOBbIWEHWEM [03bl



no 2—-3 Mr/Kr. lIpuMeHeHne MHaomeTalumMHa cnocoobeTsyeT
3afep)KKe HaTpus B OpraHM3me BCNEACTBME MNOAABAEHUS
AKTUBHOCTU PEHWUH-aHTMOTEH3UH-aNbh0CTEPOHOBOM CUCTE-
Mbl. Cnegyetr NOMHUTb O NOGOYHbIX apdeKTax yKasaHHOro
npenapata (ynbuepalun, HEKPOTUIMPYIOLEM 3IHTEPOKONM-
Te, 0OO6POKAYECTBEHHOM BHYTPUYEPENHON TUNEPTEH3UM)
4,2, 7-10].

KnuHuyeckun cnyvam 4. B otgeneHnn Hedponorun HU3/A
PAMH Hab6ntogaetca aeBoyka H. 2 net. CeMelHbii aHaMHe3
no 3aboneBaHUAM MOYEK He oTArouweH. PebeHoK oT Tpe-
Tben O6epeMeHHOCTU, MpoTeKaBllen C Yrpo3oMn npepbiBa-
HUS, MHOroBoavMem Ha 31-i Hed. Poabl NpexaeBpeMEHHbIe,
B 32 Hep (KecapeBo ce4veHue). Bec npu poxkageHmnn — 2000,
poct — 44 cm, oueHKa no wKane Anrap — 7-8 6annos.
B neproge HOBOPOXKAEHHOCTU MMENN MECTO HEBPOJSIOrMYye-
CKMe HapyweHus, B nocnegylowem LeBo4Ka pocna U pas-
BMBanacb B COOTBETCTBUU C BO3PACTHbIMW MOKa3aTeNsiMH,
XapaKTepHbIMW AN HEAOHOLIEHHbIX AeTen 6e3 CyleCTBEH-
HbIX MAaTOMOMMYECKMX OTKIOHEeHUN. C 5-meca4yHoro Bo3pac-
Ta nepectana npubaBnATb B Bece, MOSBUIUCb BHAIOCTb,
COH/IMBOCTb, CHMWXeHue annetuTa. B Bospacte 10 mec
[eB0YKa obcnefgoBanachb No MecTy KuTenbcTBa. Npu obene-
[oBaHuK: aedpuumnT Maccbl Tena — 18%; runokanMemma —
1,45-2,73 mmonb/n, npotenHypus — 0,3-0,6 r/n, rema-
Typus — ot 15-20 go 50-60 B none 3peHus, aHemMus
(Hb —100-109r/n). NpoBoanInCb BHYTPUBEHHbIE UHDY3UK
rMIOKO30-CONEBbLIMM pacTBOpaMu; Apyras cuMnTomaTmyecKas
Tepanua — 6e3 addeKra. Cnycta 1 Mec AeBOYKa BNepBble
rocnutanuaupoBaHa B otaenexue Hebponorum HU3/4 PAMH,
rae npu ob6cneaoBaHWKM YyCTaHOBMEH AMarHo3 «CUHAPOM
BapTrepar. BoigBNeHbl Taxenbln MeTaboIMYeCKUN anKkanos
(pH KpoBuM — 7,588-7,612, SB — 41,4-47,2 mmonb/n),
runokanuemmns — 2,3-2,4 MMOJIb/N, TUNOXI0PEMUA —
67-70 Mmonb/n; HedpPOKanbLUMHO3 He OOHapyxeH. Has-
HayeH MHOOMETaUWH M3 pacyeta 3,6—18 Mr/cyr, nepo-
panbHO — 4%-# pacTtBop xnopuaa Kanma 30-45 mn/cyt
(1,2-1,8 r Kanusa/cyT). B ycnoBusax npoBoaumon Tepanuu
ObII0 AOCTUTHYTO CHUXKEHWe MeTabonn4yecKoro ankanosa
(pH KpoBM — 7,532, SB — 37,4 mmonb/n), KynvpoBa-
HWe runokanvemun (4,5-3,0 mmonb/n). B nocneaytouiem
COCTOSIHME YXyAWanoch Nb ABaAbl Ha GOHEe WMHTEPKYp-
PEHTHbIX MHPeKuuh. K MomeHTy nocneaHewn rocnutanu-
3aumm B HU3A PAMH gnutenbHOCTb Tepanuu cocTaBuia
1 roag 3 Mec. 3a 3TOT Nepuoj BPEMEHU COCTOSIHUE AEBOYKHM
CYLLECTBEHHO Y/y4yWWIOCh: OHa npubaBuna B Bece 1,5 Kr
3a 10 mec, B pocTe — 4,5 M, yBEPEHHO XOAMT, 0OLIUTENbHA,
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