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Beegenue. bonesns unu  cunapom JKakena (PMM2-CDG) - »sto Haubonee
pacnpoCTpaHEHHOE CpPEAM BPOXKICHHBIX HapylleHHH rimkosunupoBanus ©Oenko  (CDG)
reHernyeckoe 3adoneBanue, oOycrnoeneHHoe Myrauuedl B rene PMM2. PacnpocrpaHeHHOCTh
3aboneBanus cocrapuser 1:20 000 — 1:79 000, nepenaercs no ayTocoMHO—peLieccHBHOMY THny [1].
3abosieBaHHE OTHOCHTCS HACJIEACTBEHHBIM HApYIIEHWSAM OOMEHa BELIECTB, B OCHOBE KOTOPOIO
nexut geguuut depmenta (pochomanHomyrtassl I, B pesynpTaTe 4ero BO3ZHHMKAeT OUCHYHKLHUA
TJIMKOTIPOTEUHOB, 00yC/IaBIMBAIOILUX KJIMHHYECKHE MIPOSIBIEHHS 1aHHOro 3a0oeBanus [2].

Heas uccnenoBanms. M3yuuts 0COOEHHOCTH TEYEHHS MIAIEHYECKOH (OpMBI CHHApOMA
JKakena.

Marepuansl U Meroabl HcciaenoBanus. IlpoBeneHo HaOmoJeHHe 3a NALHEHTOM,
HAXOJMBILIEMCS Ha CTAlMOHAPHOM JICUCHHH B neauatpuueckoMm otneneHud 'AY3 JIPKb M3 PT.
Jns aHanu3za MCNONB30BAIMCH AHHBIE aHaMHe3a, Kanol, 0OBEKTHBHOIO OCMOTpa, a TaKKe
71a00paTOPHBIX M HHCTPYMEHTAIBHBIX METOIOB HCCIIEIOBAHHUS.

PesynbraThl ucciaenosanus. [lanuent A., 2 mec. 7 jHeil, nocrynuia c xkajodamMu Ha
noabseM Temmnepatypsl Tena a0 38,5 C. AHamHe3 3adoneBaHHs: cpa3y MoOcCie POXICHHA NepeBeacHa
B oTacicHue peanuMaiu HoBopoxacHHBIX ['AY3 «/IPKB M3 PT». Jlaboparopno Habmwonanach
anemus serkoit crenenu (Hb 107 r/n), pomGountonenns (PLT 17 x 10°/n); runornukemus (GLU
1,39 mmons/n), cungpom uuronusa (AJIT 606 Ex/n, AJIT 1871 En/n), runoans0ymunemus (20 r/m),
runonpotenHemus (37,1 r/n); curnpom runokoaryasuuun (MHO 1,16, AUTB 56,6 cex); OAM:
nporeunypus (0,25 r/in); monymsius JgumdouuTos: cHikenne CD 4 u CD3  ¢dpakumii;
Hmmynorpamma: cumwxenue IGA, IGM; B nyHKTaTte KOCTHONO MO3ra YMEPEHHO TMIIOKICTOYHBIH,
MOMUMOP(HBIA, MHENOWIHBIA POCTOK PACHIMPEH, JPHUTPOMJIHBI POCTOK PE3KO  CYKEeH;
MErakapuOLMThl €IUHUYHbIE B npenapate. ['opMmoHanbHblii mnpodwuns: cHwkenue T4  cB,
NOBBILICHHBIA ypoBeHbL WHCyJIMHA. Y peOenka wuckmoden TAR-cuHIpom (JiydeBble KOCTH
Buzyanusupytotrcs). Ilo pesyneraram OXO-KC: rpagveHT TpHKYCHHAAJBHOH peryprutaunuu
35 mM pr.cT. B nonoctu nepukapaa cBo0o/IHAA KHIKOCTh cloeMm 2.2 MM, Ha Bepxyluke 2.9 M.
lMuneprpodus muokapma [DK. Tlo Y3U I'JIC u nouek obHapyKeHbl HeceUpUIECKUe H3MECHEHHS
B BHJE LICINCBOI MHENO3KTa3MH ¢ O0eMX CTOpPOH. AHanu3 KpoBH Ha aexkTpodopes
TpaHC()epPPHHOB — BbISIBJIEH aHOMAIBHBII ClIeKTp TpaHc(eppHHOB. AHaMHe3 KU3HH: pedeHok oT 4
OepeMeHHOCTH, NpoTeKaBiIe Ha hoHe yrpo3sl npepbiBanus OepemenHocTH. [lepBas GepeMeHHOCTD
3aKOHYMIIACH CAMOIIPOH3BOJIBHBIM BBIKH/IbIIIEM; 3 GepeMEHHOCTh — JOHOIUEHHBIH MAIbYHK, YMEp
(40 nmueit sku3nu). OOBEKTHBHBIH CTATYC: HHBEPTHPOBAHHLIC COCKH, IPyAHAs KIETKAa KHIICBHIHOH
(hopMBI, HEPABHOMEPHOE paclpeieieHHe MOIKOKHO—KHPOBOH KIIETUATKH; HATHYME IKXUMO30B Ha
KHCTAX PyK M Ha CTONAx, BeHO3Has CeTh Ha MepeaHel mnoBepXxHOCTH KUBOTA. CHHIPOM
HEBPOJIOTHYECKUX HAPYIIEHUH (3alepsKKa NCUXOMOTOPHOIO Pa3BUTHS, B BO3pacte 2 MECALEB He
(uxcupyer B3rIAA, AUQQy3Hasd MbILIEUHAS THIOTOHHS, THIopedaekcHd, aTpodus MBI B
MPOKCHMAIBHBIX OT/AENAX KOHEYHOCTEH, runmoTpodus B JAMCTANBHBIX OTIAENaX KOHEYHOCTEH
cxosleecs anbTepHUpYIoNIee Kocoriasue). CHHAPOM HapyIeHHs BCKApMIMBaHHS (CPbITHBAHNUA).
VYeranosnen auarnos: Cunnpom XKakena, miaaeHueckas MyiabTHcHcTeMHas (opma. [Ipumensitocs
[IATOIrCHETUYECKOE JIEYEHME, BKIIOYAOLIEE IPOM3BOJAHOE OeH30THajMa3uHa, JHYPETHKH,
renaTonpoTeKTOpsl, HH(Y3HOHHAs Tepanus, KYHPOBAHHE THIIONPOTEHHEMHH.

3akiarwuenue. Takum oOpazoM, JaHHbI KIMHUYECKHH Ciydall OTPaXkaeT BaMKHOCTb
CBOEBPEMEHHOH JHarHOCTUKU M WHUIMALMH JIeUeHHs, HeCMOTPS Ha OTCYTCTBHE ITHOJOIMYeCcKOro
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JievYeHust B ciay4ae ¢ cHHapoMoM JKakeHa. BaxkHa HACTOPOMKEHHOCTh B OTHOIIEHHHM T€HETHYECKHX
3aboneBaHui y jereli, orubarwUMX B HEOHATAILHOM H IPY/IHOM BO3pacTe.
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Beenenne. BpoxkaeHnas pacuiennHa BepXHel ry0Obl, albBeOIsAPHOIO OTPOCTKA, TBEPAOIO H
markoro HeOa (PI'H) sABnsercs 4acTbIM MOPOKOM pa3BUTHA 3YOOYEIIOCTHOH CHUCTEMBI, KOTOPBII
XapaKTEPU3YETCsl BBIPAKEHHBIMH CTPYKTYPHBIMH M (DYHKIIHOHAIBbHBIMH HapyuieHusiMu. [lo
nauaeiM BO3 (2016), yactora poxxaenus peteit ¢ PI'H B mupe cocrasnser 1 cnydaii Ha 800-2000
HoBopokaeHHbIX [1]. B Poccuiickoi @enepaniy pernoHanbHbIE NOKA3aTENIN YaCTOThI KOJIEOIOTCA
ot 1:630 no 1:1280 [2].

Hear wuccaenopanusi. OO000IUTE HMMEIOLIMECH JMTEPaTypHbIE J[aHHBIE O HOBBIX
BO3MOKHOCTAX  JIasepHOH  mormuepooymMeTpuM € HETbH  OLUEHHBAHMA  COCTOSHHSA
MHKPOLMPKYJISLUH NPH YPAHOIUIACTHKE Y JIeTeil.

Marepuanbl H MeTOAbI HccaedoBaHMA. Mbl NpOBENM JHUTEpaTypHbIH 0030p Hay4HBIX
TpyaoB 3a nocneanue 10 ner, ucnonb3ys pecypcsl nouckoBeix cucreM PubMed u eLIBRARY. [Ina
JIAaHHOTO METAaaHaIM3a HCIOIb30BAJUCh CTAaThbM C JIOKA3aTEAbHBIM 3KCHEPHMEHTAIBHBIM H
KJIMHUYECKHM OOOCHOBAaHHEM I10 aKTya.ﬂbeIM BOHpOCBM, KaCcaromMuMces STHOJIONHH, MaToreHesa,
KJINHUKH H JICUCHHS KPOBOIIOTEPH NPH YPAHOIUIACTHKE Y AETE.

PezyabTarel  HCC/IEJ0BAHHA. PACCMATPHUBAs  YPAHOIUIACTHKY B cBeTe  InpolieM
XUPYPrH4eCKOH NaToJIIOTHH, CIEYET OTMETHTh, YTO MECTHBIE KIIMHHYECKHE (DAKTOPEI, CBSA3aHHBIE C
XMPYPrHYECKOH TPAaBMOH, XapaKTEpH3YIOTCS CHELU(UYHOCTBIO M CYLIECTBEHHO BIIHSIOT Ha
TEYeHHE caMoro 3adonieBaHus. XUpyprudeckas noMollk B PEKOHCTPYKTHBHO-BOCCTAHOBHTEIBHOM
YEIIOCTHO-JIMIEBOH  XHMPYPIUHM, XapaKTepU3YIOIIasacs JUIMTENLHOH — omepaumeil, OombuIoi
KPOBONOTEPEH, MOXKET BbI3bIBATh 3HAYMTEIbHbIE HAPYLIEHUS BOJHO-NIEKTPOIUTHOrO OanaHca u
KHCJIOTHO-OCHOBHOIO cocTosiHuA [3].

JTazepnas nommepoBckas ¢uoymerpust  (JIZId) — oTHOcHTENbHO HOBBIH — METO,
001aa0mMil BRICOKOH TOYHOCTBIO, MCKIIOUAIOUIMH peduiekTopHOE BO3NSHCTBHE HA COCYABl U
HepBbl KOkM [4]. Ero npuHuoMnm ocHOBaH Ha HEMHBAa3MBHOM OIpeAeIeHUM Nepdy3uH TKaHel
KPOBBIO IIYTEM H3MEPEHHS JOMNIUIEPOBCKOTO C/BHIA YaCTOThI, BOHHKAIOLIETO NPH BO3JAEHCTBUH
JIA3EPHOTO JIyda HA APUTPOLMTEL, JBIKYIIMECS B MHKPOUMpPKYisiTopHoM pycie. JI[I® — curnan,
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