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ABSTRACT 

 

 
ARTICLE DETAILS 

 
Introduction: A high-risk pregnancy is the result of a disease present before pregnancy. 

Neurofibromatosis type 1 is a rare disease during pregnancy, autosomal dominant, with a 

mutation in the NF1 gene, on chromosome 17q11.2. 

Clinical case: 38-year-old woman, Gestational age 1. Mother with neurofibromatosis type 1. 

The patient is hypertensive, diagnosed 7 years ago and currently treated with alpha-methyldopa 

250 mg every 12 hours orally. She reports the diagnosis of neurofibromatosis type 1 since 

childhood. Without adequate prenatal control, with alterations in the Doppler ultrasound and 

complication of intrauterine growth restriction stage 1. A referral is made to third level of care 

and evaluation by maternal-fetal medicine 

Discussion: Pregnancies in patients with neurofibromatosis are predisposed to obstetric 

complications due to the multisystemic nature of the disease. These patients have a higher 

incidence of spontaneous abortions, stillbirth, preeclampsia, intrauterine growth restriction 

(IUGR), oligohydramnios, premature birth and cerebrovascular complications. 
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INTRODUCTION  

Neurofibromatosis (NF) is a group of hereditary 

neurocutaneous syndromes associated with tumors of the 

central and peripheral nervous system. There are 3 subtypes: 

Neurofibromatosis type 1 (NF1), neurofibromatosis type 2 

(NF2) and Schwannomatosis; NF1 is the most representative 

with 96% of all cases, also known as Von Recklinghausen 

disease [1]. 

Neurofibromatosis type 1 is an autosomal dominant 

disease, with a mutation in the NF1 gene, on chromosome 

17q11.2. Clinically, it is characterized by the presence of 

neurofibromas, café-au-lait spots, ephelides, Lisch nodules, 

optic gliomas, skeletal and neurological abnormalities, 

among others [2]. 

The cutaneous manifestations of neurofibromatosis 1 

significantly reduce health-related quality of life. 

Neurofibromas can contribute to a deterioration in quality of 

life, anxiety and mood in patients [3]. 

For the presence of café-au-lait pigmentations and 

benign neurofibromas, no treatment is applied, except if the 

patient presents symptomatic lesions, which leads to a 

surgical intervention for their excision [4]. 

A high-risk pregnancy is the result of a disease present 

before pregnancy. High-risk pregnancies require strict 

control and should be referred to a perinatal center [5]. 

It is essential from the beginning to evaluate and 

categorize obstetric risk factors such as: family history, 

economic-social factors, nutritional factors, disability, 

pelvic-genital pathologies and current pregnancy, with 

hypertensive disorders being the most prevalent pathologies 

[6].  

 

CLINICAL CASE  

38-year-old woman, first pregnancy, who comes to our 

hospital for the first time, without adequate prenatal care. 

Upon direct questioning: mother with neurofibromatosis 

type 1. The patient is hypertensive diagnosed 7 years ago 

https://doi.org/10.47191/ijmscrs/v4-i12-07
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and currently on treatment with alpha-methyldopa 250 mg 

every 12 hours orally. She reports the diagnosis of 

neurofibromatosis type 1 since childhood without follow-up 

or treatment. First pregnancy, she reports the start of 

prenatal care at 2 months of pregnancy, however, she does 

not present any recent laboratory or ultrasound studies; she 

only shows an ultrasound from March 5, 2024 that reports 

8.6 weeks of pregnancy. She does not remember the date of 

her last menstruation. 

Physical examination with vital signs in normal 

parameters: BP 130/80 MMHG. Uterine fundal height of 27 

centimeters, without uterine activity or cervical dilation. 

Abdomen and back with the presence of café-au-lait 

spots and cutaneous neurofibromas on the abdomen, back 

and extremities (figures 1, 2 and 3).  

 

                            
Figure 1. Cutaneous neurofibromas on the abdomen and 

hyperpigmented macules (café au lait macules). 

 

                                   
Figure 2. Back with hyperpigmented macules (café au 

lait macules). 

 

 
Figure 3. Enlarged cutaneous neurofibroma on the left 

leg. 

 

A cardiotocographic record was performed in 20 

minutes, classifying as category 1. 

Laboratory tests upon admission reported: hemoglobin 

12.8 g/dl, hematocrit 41.0%, platelets 214,000, total 

leukocytes 9420, PT 11.9 sec, PTT 29.5 sec, INR 1.18, 

glucose 55 mg/dl, urea 24.3 mg/dl, creatinine 0.49 mg/dl, 

uric acid 4.8 mg/dl, ALT 20 u/l, AST 19 u/l, DHL 137 u/l, 

GGT 12 u/l, blood group O positive, VDRL negative, HIV 

negative. 

An obstetric ultrasound was performed with findings of 

a single fetus, cephalic presentation and longitudinal 

position, with a fetal heart rate of 139 beats per minute. The 

biparietal diameter measures 80 mm, corresponding to 32.1 

weeks of gestation and is below the 3% percentile. The head 

circumference is 306 mm, corresponding to 34.1 weeks and 

is below the 3% percentile. The abdominal circumference 

measures 285 mm, equivalent to 32.4 weeks, below the 3% 

percentile. The femoral length is 58 mm, corresponding to 

30.4 weeks of gestation, located below the 3% percentile. 

The middle cerebral artery has a pulsatility index (PI) of 

1.36, at the 4% percentile (Figure 4). 

 

Figure 4. Middle Cerebral Artery Pulsatility Index. 

 

 The umbilical artery is located at the 32nd percentile 

(Figure 5).  

 

Figure 5. Umbilical Artery Pulsatility Index. 

 

The cerebroplacental ratio is 0.84, at the <1% percentile. 

With an estimated fetal weight of 1903 grams, less than the 

3rd percentile. The amniotic fluid index is 9.4 cm. The 

placenta is located in the fundic region and has a degree of 

maturation 2. 
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Finally, the diagnosis of high-risk pregnancy at 35.6 

weeks is established by ultrasound of the first trimester / 

neurofibromatosis type 1 / fetal growth restriction stage 1 / 

chronic arterial hypertension. 

As we are a second level hospital and based on the 

ISSSTE reference criteria for high-risk pregnant patients, a 

referral is made to a third level of care for evaluation by the 

Maternal-Fetal Medicine service. 

 

DISCUSSION  

Neurofibromatosis type 1 occurs with a frequency during 

pregnancy in 1/2 500 to 1/18 500 births, with a 50% 

probability that the offspring will have it, regardless of sex 

[7]. 

Giliyar Shobha, et al [8] published a retrospective study 

that identified a total of 60 patients with neurological 

disorders during the 3-year study period. They identified 

that 36 women had epilepsy (60%), seven cerebrovascular 

diseases (11.6%), six polio survivors (10%), four central 

nervous system infections (6.6%) and one with 

neurofibromatosis (1.6%). 

Obstetric risk refers to the early evaluation of risk factors 

that compromise maternal-fetal well-being during gestation, 

among these are hypertensive disorders that cause systemic 

alterations during pregnancy [9]. Our patient is chronically 

hypertensive with a neurological and dermatological disease 

diagnosed since childhood, however, she did not attend 

adequate prenatal care to prevent future complications. 

It has been observed that cutaneous neurofibromas 

increase in size or number in up to 82% of pregnancies and 

in rare cases, they can appear in large numbers at the same 

time (eruptive neurofibromas) [10]. In our case, the patient 

reported that during pregnancy she had an increase in size of 

two neurofibromas located in the abdomen and one in the 

left lower extremity; she denied the eruption of new 

cutaneous neurofibromas. 

Bharathi, et al [11] published 7 cases of pregnancy with 

neurofibromatosis type 1, of which 4 presented the 

following obstetric complications: 1 case of a mother with 

epilepsy that worsened her seizure activity, 1 case that 

presented preeclampsia with severity criteria and 2 cases 

with fetal growth restriction. 

Intrauterine growth restriction (IUGR) is the inability of 

the fetus to reach its full genetic and growth potential. 

Children with IUGR are five times more likely to die during 

the neonatal period, four times more likely to die during 

their postnatal period [12]. When performing the obstetric 

ultrasound, we obtained an estimated fetal weight of 1903 

grams, below the 3rd percentile, so Doppler ultrasound was 

subsequently performed to stage the disease. 

Fetal growth restriction (FGR) is a pathological decrease 

in the fetal growth rate, generally associated with placental 

insufficiency. It is diagnosed by obstetric ultrasound and 

Doppler velocimetry [13]. The Doppler ultrasound 

performed in our hospital reports the following: the middle 

cerebral artery presents a percentile of 4%, which is 

considered pathological. The umbilical artery is at the 32nd 

percentile, within normal limits. The cerebroplacental 

relationship with a percentile of <1%, which is pathological. 

We concluded that fetal growth restriction was stage 1, 

repeating the Doppler study in 1 week, considering 

termination of pregnancy at 37 weeks and referral for 

evaluation by maternal-fetal medicine. 

Pregnancies in patients with neurofibromatosis are 

predisposed to obstetric complications due to the 

multisystemic nature of the disease. These patients have a 

higher incidence of spontaneous abortions, fetal death, 

preeclampsia, IUGR, oligohydramnios, premature birth and 

cerebrovascular complications. Preeclampsia and IUGR can 

be attributed to vasculopathy leading to placental hypoxic 

changes [14]. In our case, the patient did not undergo 

preventive screening for preeclampsia or fetal growth 

restriction with Doppler ultrasound of the uterine arteries in 

the first trimester, nor did she have adequate prenatal 

monitoring to prevent these diseases and for this reason, she 

was not evaluated by the neurology, dermatology, internal 

medicine or maternal-fetal medicine services in relation to 

her chronic diseases and high-risk pregnancy.  

 

CONCLUSIONS  

        In a high-risk pregnancy, the importance of adequate 

prenatal monitoring to identify risk factors and prevent 

future obstetric and perinatal complications is highlighted. 

Neurofibromatosis type 1 is a rare disease during pregnancy, 

timely diagnosis of complications associated with the 

disease is important, using laboratory studies and 

performing Doppler ultrasound. It is important to carry out 

adequate monitoring of the pregnancy by maternal-fetal 

medicine, as well as multidisciplinary management and 

close monitoring in a third-level perinatal care center.  
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